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NPEAVNCI/TIOBUNE

MpeHaTanbHaa AMarHOCTMKa HacneACTBEHHbIX 3a601eBaHuii 1
M30/IMPOBAHHbLIX BPOXAEHHbLIX MOPOKOB PasBUTUA CTana MOLL-
HbIM WHCTPYMEHTOM COBPEMEHHOW MeULMHbI, NO3BONAIOLUM
CYLLLECTBEHHO CHM3WUTb MNepuHaTalibHble MOTepu U YMEHbLUUTH
4ynucno BOJMbHLIX C TAXKENbIMU UHBAMAUINPYIOLW UMUK 3a60eBa-
HusMuW. OAHAKO TakKol pe3y/bTaT LOCTUraeTCs TO/IbKO B TOM C/y-
yae, KOrfa CyLllecTByeT YeTKO OpraHuM3oBaHHas cnyxoba npeHa-
Ta/bHOI ANArHOCTWKW, B KOTOPOI 06beAUHAIOTCA YCUIUA Mean-
LIMHCKUX FeHEeTUKOB, aKyLlepoB-rMHEKO/I0roB, CreLmanucToB no
OMOXUMUNYECKON N LMTOreHeTUYeCKONn nabopaTopHO anarHoc-
TUKE W APYTUX CNeLuanucToB. VIMEHHO Takasa «KOMaHa» ClOXW-
nacb Ha 6ase nabopatopuv npeHatanbHOW ANarHOCTUKWN Hacnes-
CTBEHHbIX M BPOXAeHHbIX 3a60neBaHuii CaHKT-MNeTepbyprckoro
HWW akywepcTtsa u ruHekonoruu um. [.0.0T1Ta, opraHu3oBaH-
HOIn B 1987 rogy. 34ecb BMepBble B Hallei cTpaHe Oblan anpobu-
pOBaHbl pasnnyHble MeTOAbl NPeHaTanbHON AMAarHOCTUKWU psja
MOHOTeHHbIX HacMeACTBEHHbIX 3a601eBaHMWiA, 1 3[eCb Xe NPOoLLIN
MOArOTOBKY MO NpPeHaTasbHOl AMAarHOCTUKE MHOrMe cneuunanmnc-
Tbl U3 UHCTUTYTOB U KIMHUK MOCKBBI, ¥ (hbl, TOMCKa 1 ApYTUX ro-
pofoB Poccumn. YHUKanbHbIA OMNbIT B OpraHn3auum cnyxobl npe-
HaTa/IbHOM AMArHOCTMKMW, HAaKOMAEeHHbI 3a noyuTy 20 neT paboThl,
MpoaHanM3npPoOBaHHbIi N XOPOLIO OCMbIC/IEHHBINA, ler B OCHOBY
MHOMOUYMCNEHHbIX METOANYECKNX PEKOMEHAAL WA, rNas B pa3nuny-
HbIX OTEYECTBEHHbIX PYKOBOACTBAX, a Ceiiyac — B HanmmcaHuu
KONMEKTUBHOW MOHOrpaguu.

MoHorpadgua BkoyaeT BBeaeHue, 15 rnae, NoCBALLEHHbIX He
TO/IbKO COBCTBEHHO NpeAMeTY NpeHaTanbHOW AUArHOCTUKMW, HO U
OCHOBaM 3M6pPMOHANBHOIO Pa3BUTUA, MeTofaM OLLeHKN COCTOoS-
HWA N10f4a, OCHOBaM TEPaTO/IOrMK YesioBeka, T.e. TOro 6asuca, Ha
KOTOPOM W CTPOUTCH MpeHaTanbHasa AMarHocTuka. B kHure Ha-
10 YeTKoe 0O0CHOBaHME MeLMKO-TeHETUYECKOe KOHCY/bTUPO-



Mpeavcnosne 7

BaHVE KaK 00beAuHstoLLee Hauyano BCeil MpeHaTanbHOM AnarHoc-
TUKW. DTO abCOMNOTHO NPaBWbHbIA MNOAXOA U C TOUKMN 3PEHNSA TY-
MaHUCTUYECKMX MPUHLMNOB M C CYyrybo MpakTUYECKOW TOUKU
3peHuns, TaK Kak npeHaTaibHas AMarHOCTWKa B KaXAoW Cembe
Ba)XKHa He TONbKO cama Mo cebe, HO M Kak Moaxof 415 onpegene-
HWS BPa4OM-TeHETUKOM U CEMbEN ee AanbHeLLero penpoyKTuse-
HOro noBefeHNs. B KHUre ecTb faxke cneunanbHas rnaea (M ato
CnefyeT BCSYECKM NMPUBETCTBOBATh), MOCBSILLEHHAs NpobneMam
3TVKW B MpeHaTasbHOW AnarHocTuke. Bce rnaebl HanucaHbl 13-
BECTHbIMW CheunanncTamy B pasHblx npobiemax npeHaTanbHOw
ONarHOCTUKM.

B uenom, Kak Mbl nonaraem, aTo 04YeHb XOPOLLEE PyKOBOACTBO
Mo NpeHaTaNbHON AMarHOCTUKe PasNNYHbIX BPOXAEHHbIX COCTO-
AHWUIA, B TOM 4YKC/e HacnefCTBEHHbIX 60nesHeil. Kpome Toro, B
HEM COAEPXMUTCS KPUTUYECKMIA aHaIM3 COCTOSIHWSA CNYXXObl Mpe-
HaTafbHON AMarHOCTUKM B CTpaHe, KOTOPbIA [O/MKEH MOMOYb
BCEM, KTO 3aHMMaeTCs NpeHaTanbHOW ANarHoCTUKOMI, HO 0COBEH-
HO —oOpraHM3aTopaM 34paBoOXPaHeHns, UCNPaBUTb Te OLLIKNGKMU,
KOTOpble eLle HepeLKO CMYyYatoTCA B OpraHu3aLum aToil Cnyxobl.

Akapemuk PAMH, npodeccop E.K.TuHTEp
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no oTAenbHbIM HanpaBneHuam [ (Megseges M.B., HOpau-
Ha E.A., 2003; baxapes B.A., 2004).

NabopaTopms npeHaTanbHON LMArHOCTUKN HACNeACTBEHHbIX
1 BPOXAEHHbIX 3a60neBaHnin HNW akyliepcTBa u rMHEKOMOrun
uMm. [.0.011a PAMH (CaHkT-MeTepbypr), OCHoOBaHHas
B 1987 r., ABNseTCA O4HUM U3 7 (pefepanbHbIX MeAUKO-TeHETU-
YecKux LEeHTpoOB Poccun, eANHCTBEHHbIM (hefepanbHbIM LeHT-
pom M4 mykoBucumpo3a (CaMOro 4actoro MOHOFEHHOro Ha-
CNeACTBEHHOr0 3a00/1eBaHNA) 1 COBMECTHO C JarHOCTUYECKUM
LeHTpOM (MeauKO-reHeTMYecKnm) obecneumBaeT cnyxoby npe-
HaTafibHOM AMAarHoCTUKM He Tonbko B CaHkT-MeTepbypre,
HO 1 BO Bcem CeBepo-3anagHom pernoHe Poccuu. 3a 18 net cy-
L ecTBOBaHMA nabopaTopumn BbINOMHEHO cBbiwe 8000 HBa3MB-
HbIX NpoLenyp no 3abopy NJo4HOro maTepuana, nNpegoTepaLle-
HO poxkaeHue 6osiee 500 NIOLOB C TAXKENLIMU XPOMOCOMHbLIMU
M TeHHbIMKU 60Me3HAMM, T.e. 60NbLIE, YeM B IH0OOGOM WM3BECTHOM
Ham ueHTpe MJ P®. B nabopatopumn HaKOMieH YHWKaNbHbINA
MeTOAUYECKUIA, KNMHUYECKNIA N OpraHn3auMoHHbIn onbiT MA.
B yacTHoCTK, pa3paboTaHbl OpUTMHaA/IbHbIE METOAbI LUTOreHe-
TMYeCKOro aHanm3a C Lefiblo KapuoTUNMPOBaHUA noga, npea-
NOXXeHbl COBCTBEHHbIE, afanTMPOBaHHbIe K NONynALUOHHO-Te-
HeTUYECKNUM OCOBEHHOCTAM pPernoHa anropuTtmsl MO TaxenbIx,
COLManbHO 3HAUYMMbIX HACMeACTBEHHbIX 3ab60M1eBaHUN, TaKux
KaK MYKOBMCLMA03, PEHUNKETOHYPUA, TEMOUNNA, MUOLUCT-
potua [loWweHHa U Ap., OTNaXeHbl ONTUMaNbHbIE aNropUTMBbI
B3aMMOJeCTBMA BCeX YPOBHel cny6bl M/ B TAKOM Meranonm-
ce, KakuMm saBnseTca CaHkT-MeTepbypr. CoTHW Bpadveil meau-
KO-FEHETMYECKNX KOHCYNMbTaunii n ueHtpos MM Pd npownu
obyuyeHne Ha paboumx MecTax WU NOMYYUNU KOHCY/bTaluu,
COTHW CTY[EHTOB U ciywlaTeneii BoeHHO-MeLWLMHCKON aKaje-
MUK U MeauLMHCKoro thakynbteta CM6IY npocnywanm Kypesl
NeKuunin cotTpygHukos nabopatopum no NAa.

MpakTnyeckne HapaboTKM nabopaTopum NO OTAENbHbIM Ha-
npaefieHUAM U MeTofaM UccnefoBaHUA yxe 6blin 0606LLeHbI
B cepun 0630p0OB, METOAMYECKNX PeKOMEHAALMIA N TNaB B MOHO-
rpagusax (AinnamassH 3.K., bapaHos B.C., 2002; bapaHoB B.C.,
2003; bapaHos B.C. u gp., 2002, 2004).

Ha gaHHOM 3Tane Hay4HO-MPaKTUYecKol AeAaTenbHOCTM fa-
6oparopum, ¢ y4eTOM ABHOIO gedmumTta MHphopMaLuy B 0TeYeCT-
BEHHOW n1TepaType 0 COBPEMEHHbIX BO3MOXHOCTAX M/ v ee nep-
CMeKTMBax, Ham NpeAcTaBnsfeTca akTyalbHbIM 0606WMUTL MHOTO-
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NeTHWIA onbIT nabopatopum B 06nactu M, XpPOMOCOMHbIX U T€H-
HbIX 60Me3Hell, pacCMOTPETb COBPEMEHHble AMArHOCTUYECKue
BO3MOXHOCTU U CcyLlecTBytowue anroputmel MAa.

B MoHOrpagum cymmumpyroTca gaHHble 0 Yactote B3 B PO,
faetca onpegeneHune M Kak Hayku (B 0TaMYMe OT NMOHUMaHUA
ee KIMHULUMUCTaMU KaK Habopa pasnnMyHbIX MeTOA0B 151 OLLeHKM
COCTOSIHMA Nnofa), paccMaTtpuBaloTcs uenu u 3agauu MNA (cw.
rnasy 1). 'nasa Il LenMKom noceseHa OCHOBaM MpPo3aMbpuo-
Ha/lIbHOr0 Y 3MOGPUOHANLHOr0 PasBUTUA YesioBeKa, CTOMb Cy-
LLeCTBEHHbIM AN MOHUMAaHWUA reHe3a aHOManuii 1 ux nabopa-
TOpHOW AnarHocTukn. O630py COBPEMEHHbLIX METOLOB OLEHKM
COCTOAHUA Nnofa U OTOOPY XEHLWWUH TPynn BbICOKOIO pucKa
B3 nocesweHa rnasa I1l. O606LeHHbIe NpeACcTaBNeHUS O He-
61aronpuMaTHOM LeACTBUM BHELLHUX (PaKTOPOB Ha 3MOpMOreHes
yenioBeka (Tepatonorus) npeacrasneHbl B rnase IV. Mpo6nemsl
MeUKO-TeHETUYECKOr0 KOHCY/NbTUPOBAHUA MpU PU3N0N0TN-
4yecKoli 6epeMeHHOCTM U Mpu 6GEepeMEeHHOCTW, HacTynuBLUEN
B pe3yfbTate 3KCTPakopnopanbHOro OM/0LOTBOPEHMUs, pac-
CMOTpeHbI B rnaee V. O6Lme NpefcTaB/ieHNs 0 CKPUHUPYOLLUX
nporpammax, ucnons3dyemsix B [, npusegeHbl B rnase VI.
OCHOBHble MONOXEHUA BUOXUMUYECKOTO CKpUHUHIa B | 1 Il
TpumecTpax 6epemeHHOCTM —B rnase VII. Mpo6nemsl ynbTpa-
3BYKOBOI0 CKPUHWHIA U HEKOTOPble 0CO6EHHOCTU MHBA3UBHbIX
MeTO/l0B 3abopa No4HOro Matepmana Ha pasHblX cpokax bepe-
MeHHOCTUK paccMmoTpeHbl B rnasax VI v IX. B KavecTse Kpyn-
HbIX CAMOCTOATENIbHbIX pa3fenoB MOHorpadpuu sbicTynatoT MAa
XPOMOCOMHbIX (CM. rnasy X) U 4acTbIX MOHOTeHHbIX 60Ne3Hei
(cm. rnaBy XI1). KnnuHnyeckme n opraHn3alMoHHble acrnekTol M4
obcyxpatotca B rnase XlIl. CneymanbHas rnaea NoceBalLleHa Ta-
KOV cnoxHoi npobneme MJA, kak npobnema sTUKU MeLUKO-Te-
HeTUYecKoro KoHcynbTupoBaHusa (cMm. rnasy XIII). 3akntouun-
Te/bHble rnasbl MOHOrpadguu (cM. rnaesl XIV n XV, cOOTBETCT-
BEHHO) NpeACTaBAAOT cO60l 0630p COBPEMEHHBIX, Y)XXe MpuMe-
HAeMbIX B BEAYLLMX N1abopaTopusx Mnpa 1 HoBbIX, paspabaTtbiBa-
embIX MeTooB N[, a TakXe NepcnekTus pa3BUTUSA 3TOF0 MHOTO-
o6ellatoLLero Hay4yHo-NPakTMYecKoro HanpasneHns MeauLnH-
CKO reHeTuKn B 0603prMoM ByayLiem.

Mpepnaraemas MoHoOrpaMua AO/HKHA MOMOYb aKyLlepam-ru-
HEKO/Ioram poAoBCNOMOraTe/lbHbIX YUpexaeHuit, cneunanmctam
No MegVLWHCKON FeHeTuKe, OpraHu3atopaM 34paBOOXpaHeHus
B 60/1€€ NOIHOM WMCMOMbL30BAHUN YXKE UMEIOLLMXCA BO3MOXHOe-
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Teil 1 NoBbIWEHNN 3 eKTUBHOCTM MM ¢ Lenblo NPopMIaKTUKM
HacnefCTBEHHON M BPOXAEHHON naTonorum y getein. MoHorpa-
hna MOXET CNY>XUTb y4yebHbIM NOCo6MeM A CTYLEHTOB Mean-
LUMHCKMX BY30B, OMONOrMYECKUX U MeAULMHCKUX (haKynbTeTOB
YHVBEPCMTETOB N0 NpobiaeMe 3TMONOrMK, natoreHesa u Npogu-
NAaKTUKN HACNeSCTBEHHbIX U BPOXAEHHbIX MOPOKOB PasBUTMS
Y YeNioBEKa.



FNABA I. MPEOMET U 3AZAUN
MPEHATA/TBHON OVATHOCTVIKA

MpeHaTanbHas guarHoctuka (M) Kak HOBOe Hay4HO-Mpak-
TUYeCKOe HanpaBfeHne MeanLMHCKON reHeTUKM BO3HMKNA B 70-X
rogax NpoLioro BeKa Ha CTbiKe K/IMHWYeCKUX (aKyLlepcTBo, -
HeKONorus, NepmHaToiorns, HeoHatosorusa) u gyHgaMeHTa b-
HbIX HayK (reHeTuKa, UMTOreHeTNKa, MoseKynsapHasa éuonorus,
ambpuonorus, éuoxmmmus). KnmHuueckve 3agauv MM skiovaloT
M3yyeHve COCTOSHUSA MN/1I04a U MaTepu, OMpeseneHrie OMTUMaIbHbIX
CPOKOB M TEXHVKM MOMyHeHUs NI0AHOIo MaTeprana, TaK TUKY Beje-
HUA 6epeMeHHOCTW 1 POJOB Moc/e MHBasveHol M, T.e. mocne uc-
CefoBaHMs NAO4HOro MaTepumana cneunanbHbIMW METO4aMu fia-
6opaTopHOWi reHeTuKU. Takum 06pa3om, ocHosy /[l cocTaBnanT
paHHAA A1arHoCTUKa 1 NpeaynpedkaeHNepoXKaeHNs aeTeli C Ts>Ke-
NbIMU HEKOPPUTMPYEMbIMU BPOXKAEHHBIMU 1 HACNeACTBEHHbLIMA 3a-
6onesaHusMu (BIN3).

CornacHo pekomeHgauusam BO3 n EBponeiickoii accoymauymm
nepuHaTanbHOM MefuuMHbl nog M NoOHWMAaeTcs «COBOKYMHOCTb
BCEX METOLOB AMarHOCTUKM COCTOAHUA NI0AA, KOTOpas Hanpas/ieHa
Ha [OpPOJOBOe BbISIB/IEHNE BPOXAEHHbIX AetheKTOB, MPeLCcTaBsAto-
WX cobovi Nobble aHOManMy B MOP(PONOTMYECKOM, CTPYKTYPHOM,
(hYHKUMOHa/IbHOM UK MOJIEKYNIAPHOM PasBUTUK, AUArHOCTUpYe-
Mble MPK POXAEHMN (M MaHUGECTMPYIOLLME MO3XKE), HapY>XHble
WNN BHYTPEHHWe, HacNefCTBEHHbIE WY CMOpafnyveckue, eauHnY-
Hble NN MHOXecTBeHHble» (Carrera J.M., Di Renzo G.C., 1993).

Ba)KHO OTMeTUTb, YTO Npo6nema npohunakTukn BH3 oTHIOAb
He ucuepnbiBaeTca Tonbko M. B coBpeMeHHOR MeanLMHe, TOY-
Hee B MeAWUWMHCKON reHeTWKe, pas3fesioM KOTOPONA ABAseTcs
n Mnpa, cuctema npounaktTukn BH3 peannsyercs Ha Tpex OCHOB-
HbIX ypoBHAX (boukos H.TIM., 2004).

MpodmnakTrka 1-ro ypoBHS (TUMa) —3TO KOMMIEKC Meponpu-
ATWI, OCYLLECTBASAEMbIX eLle 40 3a4aTus. X HasHayeHue - npeg-
0TBpaTUTL NosBneHne BH3, T.e. 06ecrneuntb onTuMasbHble yeno-
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BWA ONA Pa3BUTUA NONOBbIX KNETOK, OMNJI0AOTBOPEHNA U Havallb-
HbIX 3TanoB am6puoreHesa. OHa BK/IHOYAET MeANKO-TeHE T MYECKOE
KOHCY/bTUPOBaHWe 1A OLEHKN pucka HacneicTBEHHON naTono-
TN, TepaTonornyeckoe KoOHCynbTunpoBaHne C LEeNbl0 MUHUMU3aA-
LMW BO3MOXHOIO He61aronpuATHOIO AeiCTBUS NMOBPEXAAIOLLNX
BHELLHMX (DaKTOPOB, B TOM YWC/E NIeKapCTBEHHbIX NpPenaparos,
[10 3a4aTNA 1 BO BPeMSA 6ePeMeHHOCTU, NPeKOHLENLUOHHYI0 Npodu-
NaKTUKy, OCHOBAHHYIO Ha fMEeTO- U BUTaMUHOTEpanuu (npodu-
NaKTUYeCcKoe NPUMEHEHWE BUTAMUHOB M 60/bLUNX L03 PONMEBON
KVIC}'IOTbI), CBOEBPEMEHHOE neveHMe HEKOT OPbIX XPOHNYECKUX 3a60-
NeBaHUit >KeHWmHbI (AnabeT, TMPEOTOKCUKO3 U Ap.). OHa Takxe
BK/IOYaET onpegeneHve Rh-npuHagneXHocTu cynpyros v npu
Heob6XoAMMOCTU - BaKUMHALMI0O NPOTWUB KpacHyxu. Haubonee
MOJIHO 3TOT TUM MPOPUNAKTUKMN LO/IKEH OCYLLECTBAATLCA B LieH-
Tpax NNaHUPOBaHMUS CEMbU, B XEHCKNX KOHCYNbTaUUaX U B Meau-
KO-TeHeTUYeCKnX KabuHeTax v LieHTpax.

MpothmnakTuka 2-ro TMnNa Hanpas/ieHa Ha PaHHIOK AunarHoc-
TUKY 1 NpeaynpexaeHve poXaeHns feTel ¢ TAXeNbIMW UHBaNN-
Av3npylowmmMm 1 He nogaatowmmmucs nevyeHnto BH3. Ee ocHOB-
HOIi cocTaBnsilolel Kak pa3 u ssnsetca M. OTyacTn K aTomy
TUNY NPOPUNAKTUKIN OTHOCATCA U Pa3fINyHbIE BapUaHThI fIeYEHUS
nnoja (MefuMKameHTO3Hasd Tepanus, 3aMeHHble MepenuBaHus
KPOBY MNPV reMOIMTUYECKON aHEMMM M104a, 06YCNOBMEHHON ero
pe3yc-KOH(IMKTOM C MaTepbto, HEKOTOPbIE TWUMbl ONEPaTUBHbIX
BMeLLATeNbCTB, YMC/IO KOTOPbIX NOCTEMEHHO YBEIMYMNBAETCS).

MpogmnakTka 3-ro TMna KacaetcAd TaKTUKW BefeHus HOBO-
poxaeHHbIX ¢ BH3 1 HanpasneHa Ha 06ecrneyeHne HENpPosBIeHUs
(MUHUMU3ALMIO) NATONOMMYECKOro (PeHoTrNa, a Takxe couuasb-
Hyl0 aganTaumto pebeHka ¢ BH3. Knaccuyeckmm npumepom Ta-
KO NpoguNakTUKK ABNSETCA MpeaynpexieHne pasBuTUa narto-
NOrNYECKOro COCTOAHMA Yy feTeil ¢ DEHUNKETOHYPUEN, KOTOPbIX
BCKOpE NOC/e POXKAEeHUSA NepeBojAaT Ha UCKYCCTBEHHYIO ANETY, NN-
LUEHHYIO (DeHMNanaHnHa, U Tem caMmbiM MPefoTBPALLat0T TOKCU-
yeckoe feicTeme heHnnasaHnHa Ha pasBnBarLLniAica MO3r pebeH-
Ka. KOHeyHo, 3TOT BapuaHT NNLWb JOCTATOYHO YCNOBHO MOXHO
paccmatpuBaTh Kak «npoguiakTuky» BH3, KoTopoe, yBbl, yxe
BO3HWKNO. BbIiCHEHME [0/M HAcneACTBEHHOI0 KOMMOHEHTA
B aTMonorum BH3 BaxHO An15 BbIGOpa NpaBMAbHOI TAKTUKM Neve-
HUS 1 ero NPogMNaKTUKN Npu chefytollein 6epeMeHHOCTH.

OTBeTbI Ha 3TV BOMPOCHI MOMYT 6bITb NOMYYEHbl TONLKO C NO-
MOLLbI CreLmnanbHblX N1abopaTopHbIX METOA0B WCCeA0BaHUS,
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pa3paboTaHHbIX (yHAAMEHTaNbHbIMU HayKaMu W LUMPOKO Npu-
MEHSEMbIX B COBpeMeHHol MM,

Takum 06pa3omM, B npaktuyeckom nnaHe N[ npeacTasnseT
€000 KOMM/IEKC BpavebHbIX MEPONPUSTTUA 1 ANarHOC TUYECKNX Me-
TOA0B, Hampas/eHHbIX Ha BbISB/IEHE MOPONOTMYECKMX, CTPYK-
TYPHbIX, (PYHKLMOHANbHBIX WM MONEKYNSPHBIX HAPYLLEHWIA BHY TpU-
YyTPOGHOro passmTus 4enoseka. locnefHe MoOryT MPOSIBASITHCS
B BYZe M30/IMPOBAHHbIX MM MHOMKEC TBEHHbIX BPOXKAEHHbIX YPOACTB,
JVicpynuuiA, aechopMaumii, HegopasBUT WA, XPOMOCOMHbIX UM MOHO-
reHHbIX 60/E3HEN, B BUAE MOPOKOB WM AUCYHKUMIA XKU3HEHHO Ba>K-
HbIX CUCTEM, OpraHoB M TKaHei, KOTopble BefyT K rmbenm nnoga
WM K TS>Ke/bIM, HEPeAKO CMepTe/bHbIM, 3a60/1eBaHNAM B MOCTHa-
TalbHOM Mepuoge.

MpakTnyeckvie 3agaun N/ BKIHOYaOT:

* npegocTaBieHne OygyWUM POAMTENSM MCYEPMbIBAOLLEN
MH(OpMaL MK O CTEMEHMN PUCKA POXKAEHMNS BONBHOIO pebeH-
Ka;

* NPY HaNMUYNKN BbICOKOTO pUCKa —npeaocTaBneHme nHHop-
MaLuMM 0 BO3MOXHOCTMW MpepbiBaHUSA 6epeMeHHOCTU U Mo-

CNeACcTBUAX MPUHATOrO POAUTENAMU PeLleHns — poauTb

601bHOr0 pebeHKa nan npepeatb 6ePEMEHHOCTD;

obecneyeHne ONTUMANbLHOrO BeAeHUA 6GepeMeHHOCTU

W paHHEelN AMarHOCTMKW BHYTPUYTPOGHOI NaTonoruu;

* onpefeneHne NpPorHo3a 340poBbs GyAyLLero NnoToMcTBa.

PelleHne 3TMX BaXHbIX NPaKTUYECKMUX 3ada4y OTHKOAb He uC-
yepnblBaeT 3HavyeHue [ Ans COBPEMEHHOI Hayku. Bonee Toro,
N0 MHEHMWIO aBTOPOB, MOHUMaHue MJ[ UCKNIOYNTENBHO KaK «Ha-
6opa AnarHoCTUYECKMX MeT /0B 1 NMPUEMOB A/151 OLLEHKWN COCTOSHUS
rniofa», 6e3ycnoBHO, 06efHSeT 3TO HOBOE MPOrPecCUBHOE Ha-
npaBfieHVe MeSULMHCKON reHeTUKU. BO3MOXKHOCTbL MOJyYeHns
M/1I04HOM0 MaTepunana v ero aHaams Npy NOMOLLY COBPEMEHHBIX MO/le-
KYNSPHbIX, LWTOMOMNYECKNX, OMOXVMUYECKMX W LpYTMX MeTOJ0B
MPaKTWYECKN Ha NOB0IA CTagun BHY TPy TPOOHOro passmTus Mo-
3BONAKT He TO/bKO YyCTaHOBUTb TOUHbI AMarHo3, HO U NOMyYnTb
MPUHLMNWAIEHO HOBYHO MHCHOPMALIMIKO O TOHKUX MEXaH13Max smopu-
OHa/IbHOTO PasBMT YA Yenoseka. MNpexxae BCero, 370 Kacaetcs U3-
YyUYeHUs 0COBEHHOCTel CTPYKTYPHO-(DYHKLMOHaNbHO OpraHu3a-
LMW reHoMa 3MOPUOHANbHBIX KNETOK, peann3alm HacneLCTBeH-
HOI Nporpammbl PasBMBalOLLLEr0CA 3apo/billia YenoBeKa B HOPMe
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M Npu natonoruu, paspaboTKM Ha 3TOW OCHOBE OMTUMaNbHbIX
cnocoboB NpodnnakTUKK, 4UArHOCTUKK, a B 0603puMOM Byay-
LemM —u fleYeHns HacneACTBEHHbIX 60M1e3Heli. BoopyxeHHas Mo-
NeKYNAPHbIMMW, LUTOreHeTUYECKUMU, BUOXMMUYECKUMU U APYTU-
MW TOYHbIMW MeTOfamu uccnepoBaHus, M/ cerogHs B HayyHOM
rnjaHe —3TO COBPEMEHHast IMBPUONOTMS 1 reHe TUKa aMOPUOHab-
HOro pa3BnTuA Yesoseka. CriefoBaTe/ibHO, UMEOTCSA BCE OCHOBA-
HMA paccmaTpmBaTh M/ He Kak NPOCTOW Habop ANarHOCTUYECKNX
MeTOJOB 1 MPUEMOB, HO KaK BMOJIHE CaMOCTOATENbHOE HayyHoe
Hanpas/ieHue B M3yyYeHUn PyHAaMeHTaIbHbIX Npo6iem 6ruonormumn
pa3BuTuA (3MBPMONOTMK) YenoBekKa.

Takum o6pasom, N[ Ha coBpeMeHHOM 3Tane o6Hapy>kviBaeT
[ABOViCTBeHHYO mpvpogy. C OfHOW CTOPOHbI —3T0 MPaKTUYECKMiA
pasgen MeAMLMHCKOW FeHeTUKM, Lefiblo KOTOPOro ABNseTCa auar-
HOCTMKa 1 npocmnakTvka BH3, ¢ gpyroii —aT0 reHeTvKa ambpu-
OHa/IbHOrO Pa3BNT U YeNoBeKa, T.e. pasgen (yHaamMeH TalbHOM Ha-
YKW.

1.1. KPATKAA UCTOPUS MPEHATA/IbHON ANATHOCTUKI

Bcto cpasHuTenbHO Hegonryto uctopuio MM MoxHO nopgpas-
[enuTb Ha 4 3Tana, Kaxzbli N3 KOTOPbIX OTPaXaeT NOAB/EHNE HO-
BbIX METO/0B:

| aTan (1950-1980 rr.) - nepsble NOMbLITKA MONYyYeHUS MaTe-
prana nnoga.

Il aTan (1980—1990 rr.) —BHeApeHMe YbTPa3BYKOBOro 1 61o-
XMUMUYECKOTO CKPUHUHTOB, pa3paboTka MeTo0B KapuoTUnupo-
BaHWA Naogja.

11 atan (1990-2000 rr.) - BHeApeHWe MOJIEKYNAPHbIX METO-
pos AHK-gnarHoctnkm HB v pa3paboTka onTUManbHbIX anro-
putmos M4 BH3.

IVVatan (2000 T. - no HacT, Bp.) - peLUueHne BCeX OCHOBHbIX Me-
ToAMYeckux npobnem Ma.

1.1.1. MNepsble NOMNbITKA NOAYYEHUs MaTepuasia nioga

AMHUWOLEHTE3 C LLeNbl0 NoNyYeHns 06pasLoB aMHUOTUYECKOW
xugkoctn (AX) ¢ Haxogawmmuncs B Hed kneTkamm (KAX) Bnep-
Bble Obl1 BbIMO/IHEH ele B 30-X rogax npoLwnioro seka. B 50-x ro-
Jax npeinpuHUManncb NOmMbITKW UCNONb30BaTh 3TOT MeTof A/if
NeyeHus 3puTpobnacTosa y nnoga v onpepeneHus ero Rh-npu-
Hag/iexXHocTn. B cepeamHe 60-x rofoB 6bin0 yCTaHOB/IEHO, YTO
yacTb KAXX cnocobHa K nponugepauumn n K 06pasoBaHuio Kono-
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HWiA in vitro (Steele M.W., Breg W.R., 1966). 3T0 N03B01M0 BHEA-
PUTb METOAbLI KapnoTunuposaHua nioga no KAXX, wupoko npu-
MeHseMble U B HacTosuee BpeMsA. Heckonbko nosfgHee A,
a Takke KAX, ctanu ucnonb3osatb Ans 6GMOXMMUYECKON gumar-
HOCTMKM HeKOoTopbiX 3abonesaHunii obmeHa Bewects (Nad-
ler H.L., 1968), a HaumMHasa ¢ 90-X rofoB TaKXe W A1 MOSEKyNap-
HOI ANarHOCTMKK pas/IMYyHbIX MOHOTEHHbIX 3a6oneBaHunii (bapa-
HoB B.C. n gp., 1997).

B HacToOsiLLee BpeMs B 3apybe>KHbIX CTpaHax TpaHcabgoMu-
HaU/TbHbI aMHWOLEHTe3 Ha 15—17 He, 6epeMeHHOCT Y SIBNISiE T CA OC-
HOBHbIM Cpeau ApYrMxX MHBa3MBHbIX METOLOB MOMyYeHUs 06pasLioB
M10AHOro MaTepuana ¢ LeMbio KapyoTUNMpoBaHUA Noga.

MepBble MONLITKN NONyYeHUs 06pasL,oB XopuoHa B | Tpumec-
Tpe 6epeMeHHOCTU C NPUMEHEHNEM 3HAOCKOMUYECKON TEXHUKK
66111 NpeanpuHATLI B 60— 0- rogbl XX Beka v 6b11v NpoBeseHbI
nepes mMeguuuHckum adoptom (Mohr J., 1968). MaccoBble uc-
CNefloBaHNA XOPMOHa B Liensx onpegeneHns nona naoga no nono-
BOMY XpoMmaTtuHy 6binn ocyulecTreHbl B Kutae (Anshan depart-
ment, 1975). OfHaKO 3HAYUTENbHOE YNCIO NOCNEoNepaLMOHHbIX
OC/MIOXHEHUA 1 NpobnemMbl C MONYYEHNMEM XPOMOCOMHbIX Mpena-
paToB CBUAETE/IbCTBOBAIM MPOTUB NPUMEHEHUA XOPMOHOMONCUN
B AmarHoctuyeckux uensax (Hahnemann N., 1974; Goldberg M.F.
et al., 1980).

1.1.2. BHeapeHue ynbTpa3ByKoBoro (¥3) n buoxmmmye-

CKOrO CKPUHWHIOB, pa3paboTka MeTooB KapnoTUnmposa-

HWA nnogda

Pewatowinin Bknag B ctaHosneHue M/J, B pasBntne 1 cosep-
LLIEHCTBOBaHME TEXHUKM MOMyYeHUs NI0LHOro MaTepuana (UHBa-
3VBHbIX METOZ0B) CbIrPano BHepeHWe B aKyLLepCTBO MeTOa Y/lb-
TpacoHorpaguu. LLInpokoe npumeHeHune 1 6bICTPOE YCOBEPLLEH-
CTBOBaHVE 3TOW TEXHUKM, NO3BONAIOLLEN BU3Yan31poBaTb MOp-
(hoNornIo Nnoga, u3lyyatb B pPeasbHOM BPEMEHU ero OTAe/bHbIe
OpraHbl U CUCTEMbI, BbICTPO NPUBENO K TOMY, YTO JaHHbIA METOA
3aHAN Begyulee mecto B 17 BlP. BHegpeHue ynbTpa3ByKOBOro
nccneposaHus (¥Y3WM) Takxe cnocobcTBoBano GbICTPOMY COBep-
LLIEHCTBOBAHMWIO TEXHWUKW MOMYyYeHNs NIoLHOro martepuana. Nep-
Bble YCMeLIHble NOMbITKW XOPUOHOBMONCUN MoL KOHTposeM Y3U
Obl7IM OCYLLLECTB/IEHBI B Hallei cTpaHe B nabopatopun B. - Baxa-
peBa (LLeHTp oxpaHbl 340p0BbA MaTepu 1 pebeHka PAMH) (Po-
30B8ckmin B.C. n gp., 1980; Kazy Z. et al., 1982). Micnonb3oBaHHas
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aBToOpaMn TpaHCLEepBMKanbHaA XOPUOHOMOMNCKA C MOMOLLLHO
WMML0B HEe Hal/a, O4HAKO, LUMPOKOr0 NMPMMEHEHNS U, HACKO/b-
KO Ham W3BECTHO, B P® BbLIMOMHAETCA TONbKO B O4HOM LEHTpe
(Baxapes B.A., 2004). Bonee LWMPOKOe pacnpocTpaHeHne B cepe-
OuHe 80-X rofoB MoNy4Mn MeTog TpaHLepBUKanbHOM acnupaymm
BOPCUH XOpMOHa npu nomowu rubkoro karetepa (Brambati B. et
al., 1985). OpgHako Hambonee yfaqyHoi Moaudukalmein seunach
TpaHcabJoMuHaNbHasA acnupaumoHHas 6uoncus (Brambati B.,
Oldrini A., 1986). Heocnopumble npevMyLLecTBa 3TOro Metofa
(MMHMManbHBIW NepeyeHb MPOTMBOMOKA3aHWIA, HM3KaA 4YacToTa
nocfeonepaloHHbIX OCMOXHEHWUA 1 BbicOKas 3NEKTUBHOCTb
nosly4YeHns maTepuana) npeLonpesenvnan NoOBCEMECTHOE BHepe-
HWe 3TOro MeToda B MPakTUKY paboTbl MeLVUKO-FEHETUYECKMX
ueHTpoB (MI'Ll) 3a pybexxom 1 B Halleli cTpaHe. Vicnonb3oBaHme
Y3W B HacTosLLLee BpeMs NO3BONAET BbIABNATL A0 86% Bcex BIP.
BmecTe ¢ TeM, B&XKHO OTMeTUTb, YTO caMoro no cebe Y3 He goc-
TaTOYHO 19 AMAarHOCTUKKN HacneLCTBEHHbIX 60/e3Hel Kak Xpo-
MOCOMHOM, TaK U MOHOTEHHO Npupoael. B nydwem cinyyae oHW
No3BONSIOT BbIABMTL BIP 1 ynbTpa3ByKoBble MapKepbl, yKa3blBa-
IOLLME Ha BbICOKYI BEPOSITHOCTb HapyLUEHWI HacnefCTBEHHOMO
annapata y nnoga. bnarogaps cBoeil BbICOKON 3PheKTUBHOCTH,
6esonacHoCTM gna nnoga u marepu, Y3W noayumno wmpokoe
pacnpocTpaHeHne B Ka4eCTBe NPAMOro HEMHBA3UBHOIO CKPUHU-
PYIOLLErO METOAA C Lie/Ibl0 BbISBNEHUS XXEHLWMWH FPYNM BbICOKOIO
pucka no poxaeHuto aeteidi ¢ BH3 (cm. rnasy 1X).

B 80-e rogbl XX Beka 6b1n1 3a10XeHbl KOHLENTYanbHble 1 Me-
TOLMYECKME OCHOBbI BUOXUMUYECKOTO CKPUHWUHTra. CyTb ero co-
CTOMT B OMpefe/ieHU COLePXaHNa B KPOBU GepeMeHHbIX aM6pu-
OHa/IbHbIX CbIBOPOTOYHBLIX GEIKOB - MPOAYKTOB XMN3HELEATeNb-
HOCTW 3MOPUOHANbHbLIX KNeTOK. [epBbIM TakKUM MapKepHbIM
6enKomM OKasanca a-(peTonpoTenH, MPOAYLMPYEMbIA KieTKaMu
neyenn nnoga. CofepxaHue 3Toro 6enka B KpoBU GepeMeHHO
CYLLLECTBEHHO U3MEHSETCH He TOMbKO B C/lyYae HEKOTOPbIX aHaTo-
MWYECKMX MOPOKOB (Npexge BCero, AeeKTOB 3apalleHns HeB-
pasibHO TPy6KM), HO U NPY XPOMOCOMHbIX 6onie3HsX. Mpwn naTto-
oMM KapmoTuna nnoga, ocobeHHo npw 6onesHm JayHa (Tpuco-
Mus 21) N3MEHSETCS KOHLEHTPaUnWa 1 Takoro sMb6proHanbHOro
6enKa, Kak XOpuasbHbIA FOHafOTPOMUH - MNPOAYKT KNEeTOK Lu-
ToTpoghobnacta nnaueHTbl. B nocnegytowme roabl 6b111 BbisiBe-
Hbl eLLe HECKO/IbKO 6e/IKOB, KOHLEeHTpaLuu KOTOpbIX B KPOBM Ge-
PEMEHHOW XEeHLMHbI MEHANNCH NPY HATMYUN XPOMOCOMHBIX Ha-
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PYLUEHWNA KapnoTmna nnojga (HEKOHBbHMMPOBaHHbIA 3CTPUOS, VH-
rmévH 1 ap.). bbinn paspaboTaHbl cneunaibHble KOMNbHTePU3N-
pOBaHHbIE CUCTEMbI MOACYETA PUCKA XPOMOCOMHbIX 060ne3Hel
B 3aBMCUMOCTW OT COLEPXKaHWSA CbIBOPOTOYHbIX MapKepHbIX 6en-
KOB B MArHOCTMYeCKMe CPpoKM 6epeMeHHOCTU. COCTOSAHME U (-
(heKTUBHOCTb Pa3fINyHbIX NPOrpaMM B6MOXMMUYECKOTO CKPUHUH-
ra nogpo6Ho paccmoTpeHbl B rnase VII.

HakoHeu, pewatowmnin Bknag B ML XpOMOCOMHbIX 60/1e3Helk
6b11 LOCTUTHYT B 3TOT Nepuoj Gnarofaps MOSIBNEHMIO U COBep-
LLIEHCTBOBaAHMIO METOAOB MPUTrOTOBEHUA XPOMOCOMHbIX Mpena-
paToB, NO3BONAIOLLMNX HAAEXHO ANarHoCTMPOBATb He TO/IbKO YuC-
NIEHHbIE, HO N MHOTUE CTPYKTYPHbIE XPOMOCOMHbIe abeppauuu
(cm. rnasy X).

1.1.3. BHegpeHue MonekynapHbix JHK-meTon0B AnarHoc-

TMKMN HB 1 paspaboTka onTrmMasibHbIX anroputmos M4 BH3

KoHey, 80-x - Hayano 90-x rogos XX BeKa 03HaMEHOBa/NCh
O6ypHbIM BHefpeHveM B /[ MONEKYNAPHO-reHeTUYECKUX METO-
[0B 1, mpexge Bcero, Metogos AHK-anarHocTukn. BbICTpblil
nporpecc B U3y4YeHUN reHoMa YenoBeka, AOCTUMHYTbIA MeXAyHa-
poAHOI nporpaMmoli «eHOM YenoBeka», MAeHTUPUKALNA MHO-
rMX TbICAY HOBbIX FEHOB YefI0BEKA, B TOM YKC/e TEHOB, MyTauum
KOTOPbIX NPUBOAAT K HaMbosee 4acTbiM, HEPELKO CMEPTESbHbIM
3abonesaHnam (MuogucTpodmsa [ioweHHa, MyKOBMCLMAO3, re-
MO(MNMNSA, PEHUNKETOHYPUA), NOSAB/IEHNE HOBbIX BbICOKO3(h(eK-
TUBHbIX MeToA0B JHK-AnarHocTuKn, 0CHOBaHHbIX Ha UCMO/b30-
BaHUW NOMMMepasHoOW LenHoi peakuymm (MLLP), cnocobcTBoBanm
ycnewHomy pewieHnto npobnembl M MOHOreHHbIx 6onesHeit
(cm. rnasy XI). HakOMAEHHbIA K 3TOMY BPEMEHW BEAYLLMMU LLEH-
Tpamu onbIT M N0o3B0/MA pa3paboTaTb U NPeLNoXUTb AN BHeL-
PeHUA onTUManbHble anroputMbl M XPOMOCOMHBIX U FEHHbIX
6onesHeit B | n Il TpumecTpax 6epemeHHoCTM (cM. rnasbl X u XI).

1.1.4. OCHOBHbIE METOAMNYECKMNE MPOGIEMBI

M4 y>ke peLueHsbl

Bnarogaps CyLw,ecTBeHHOMY YCOBEpLUEHCTBOBAHUIO CKPUHU-
PYIOLWMX NPOrpamMmM MO BbISBEHUKD XXEHLWMWH TPYNn BbICOKOrO
pvcKa poxaeHus aeteil c BH3, 6esonacHoCTM U aheKTMBHOCTH
WNHBAa3MBHbIX METOLOB MOJMyYEHUA MNAOJHOr0 maTtepuana Ha fto-
60M cpoke 6epemMeHHOCTM U, KOHEYHO, AMarHOCTUYECKUM BO3-
MOXXHOCTSIM nabopaTopHoii 6a3bl, MM BcTynuna B XXI Bek ¢ yxe
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peLleHHbIMN OCHOBHbIMU Npo6iieMaMu. 3TO, KOHEYHO, He 03Ha-
YaeT 0TCYTCTBUS HEOOXOLMMOCTU B HOBbIX eLLe 6osee ahdheKTnB-
HbIX MeTogax. Pa3paboTka M LIMPOKOoe BHegpeHue B MM, HOBbIX
MO/EKYNAPHO-LUUTONEHETUYECKMX METOLOB (Pas/vyHble BapuaH-
Tbl MeToga FISH), goumnnaHTauMOHHOM ANarHOCTUKKN, MOJIEKY-
NAPHBLIX METOOB AMArHOCTUKM XPOMOCOMHbIX 60/1€3Heil —Ha-
rnagHoe Tomy nogreepxgeHue (cm. rnasy XIV). BaxHo, 04HaKo,
NOAYEPKHYTb, YTO AasibHelLllee MoBbILLeHVe adhdekTnBHOCTU M/
Ha COBPEMEHHOM 3Tare He 3aBUCUT OT METOAUYECKMX TPYLHOCTENA,
HO ONpeaenseTcs TONbKO COCTOAHMEM (DMHAHCMPOBaHWUST BCEV CTyXK-
6b1 M/, 1 ycreLHbIM peLLeHeEM MHOTUX OpraHM3aLMOHHbIX Mpobiem.

1.2. TEHETUYECKUI TPY3 U 3NNAEMMONOISA BH3

Mof reHeTUYECKMM Tpy30M MOHMMAKOT 4acToTy U pacnpocTpa-
HEHHOCTb CPeay HacesleHUst Hac/IeACTBEHHbIX M OTYaCTU - BPOXKIEH-
HbIX XPOHMYECKNX 601e3Hel (Boukos H.IM., 2004). eHeTnYecKuin
rpys nposiBnseTca Kak 6ecnsiofme n cnoHTaHHble abopThbl, BbIKKU-
ObIWN N MepTBOPOXKAEHUSA, BPOXAEHHbIE MOPOKW, aHTUTEHHas
HecoBMecTMMOCTb Matepu ¥ nnoga (Hosukos I1.B., BenbTu-
wes HO.E., 2002). eHeTMUECKWIA rpy3 B MOCTHaTa/IbHOM Nepuoge
ornpefensiercsa, npexne BCero, ypoBHEM MOHOMEHHbLIX U MYNbTU-
(hakTOopuanbHbiX 60Me3Hell C BbIPAXEHHON HacneACcTBeHHON
npeapacnosnioXeHHocTbo. [PoABIEHNA TEHETMYECKOro rpysa
B OTEYECTBEHHOW Monynsuuu, No gaHHbiM npod. HO.E.BenbTu-
wesa, npueegeHbl B Tabnuue 1.1. o MHEHMIO akKagemuka
H.M.BoukoBa (2001), B CTpPyKType MnafeH4eckol W AeTCKOM
CMEepPTHOCTW reHeTUYeCKU feTepMUHUPOBaHHbIe 60/1e3HU COCTaB-
NS0T npumepHo 37%. M3 Hux okono 10% geTteid ymupaeTt OT MO-
HOreHHbIX 60/€e3Hel, 26-27% feTeil rMOHYT B pe3ynbTaTe coveTa-
HUA He6naronpusATHLIX FEHETUYECKUX U CPeAoBblX (haKTOPOB.
CreflyeT noAyepkHyTb, 4YTO COrnacHo 0606LeHHbIM MUPOBbLIM
faHHbIM, yacToTa BIP cocTaBnseT 3,5%, MOHOreHHbIX 60/1e3-
Hel - 1,4% 1 XpPOMOCOMHbIX CMHAPOMOB - okosno 0,6% (Car-
rera I.M., Di Renzo G.C., 1993). 3Tu BefIMUMHbI MOTYT CYLLleCT-
BEHHO BapbMpOBaTh B 3aBMCMMOCTW OT MecTa NPOoXNBaHUSA, 3THU-
YECKMX OCOBEHHOCTEN, COLManbHO-3KOHOMMYECKMX (HaKTOPOB
“ MeTogoB cbopa MHGopmaLun.

OcHoBHbIM BKnagom MM B 30paBooXpaHeHne aBUI0Ch 6bl pe-
aflbHOe CHWDKEHMWE TeHeTUYecKoro rpysa nonynauun u, npexae
BCEro, TakMX ero nokasaTeneil, Kak BelMUYMHA MepUHaTaNbHbIX
NOTepPb, 4aCTOTa XPOMOCOMHbIX U FeHHbIX 60M1e3HeN.
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Tabnmua 1.1

MposaBneHUs reHeTUYECKOro rpysa nonynayum
(BenbTunuwes t0.E., 1996)

MposBsneHne

1. MpeHaTa/bHbIA reHeTUYECKUIA rpy3

Camonpown3Bo/bHble aGopThl

MepTBOpOX4eHusl

PoxzieHve He3penoro nnoga

Femonutnyeckas 60ne3Hb
HOBOPOXXAEHHbIX

BpoX/eHHble MOpoKK

2. MocrHaTasbHbI FeHETUYECKII Tpy3

MoOHOreHHble 60/1€3HU, BCErO
B TOM uucse\
ayTOCOMHO-A0MUHAHTHbIE
ayroCcoOMHO-peL,ecCUBHbIE

X-cuenneHHble
My nbTuakTopuansHble 601e3HU
XpPOMOCOMHbIe 60/1e3HN, BCEro

AHOMaNMn NosioBbIX XPOMOCOM

B TOM uucne:
CUHAPOM NIOMKOI X-XpPOMOCOMbI

cuHapom KnaiiHgentepa, XXY
cuHgpom TepHepa—tLiepelues-
ckoro, XO

AHOManMM ayTocoMm, B TOM uucne:
60ne3Hb dayHa (Tpucomus 21)
cuHgpom Matay (Tpucomusa 13)
cuMHApOM JasapAca (Tpucomms 18)

XapakTepucTukm

20% Bcex 6epemMeHHOCTelA (B TOM uncne
50% BbI3BaHO MYTaLMAMU XPOMOCOM U
50% —Z40MWUHATHLIMW FeHHbIMMN
myTauusamm)

2 Ha 1000 pogmsLumnxcs. XpoMOCOMHbIe
aHoManuu y 6%, yactoTa reHHbIX MyTaLuii
HeunsBecTHa

BonbLuoe 3Ha4eHWe UMeoT MHOrodak-
TOpHbIe (MOMUIeHHbIE) 60NE3HU MaTepeit

7-8% 6GepeMeHHocTen. MHorodakTop-
Hble 60/1e3HN MaTepU, aHTUTeHHas HeCOB-
MEeCTUMOCTb MaTepu 1 nnoga

Pe3yc-kKoH(pANKT Yy 2 - 3 Ha 1000 HOBO-
poXxaeHHbIX, ABO-KOH(PINKTY 5-6 Ha
1000

MoHoreHHaa npupoga B 10%, B noaasns-
toLem 60/bLUINHCTBE —MHOTrO(aKTOPHbIN
reHes

10:1000

7:1000
2,5:1000

0,4:1000
o 25:100
6:1000

1:400 Manb4ymKoB,
1:600 gesoyek

1:1250 manb4mnKoB,
1:2500 feBouek
1:750 ManbynKoB

1:3000 feBouek

1:600
1:7000
1:6000
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Mexay TeM, W3BECTHO, YTO 4acToTa NepuHaTasbHbIX MOTEPb
B Poccum, HeCMOTPA Ha HEKOTOPbIE PervoHabHble pas3nnyus, co-
CTaBnsieT B cpefHeM 0Kono 13% (AiinamassH 9.K., 1998). TpeTbe
MECTO B CTPYKType nepuHaTa/ibHOM CMepTHOCTM YCTOMYMBO 3aHU-
MaloT BPOX[AEHHble aHOManMW. Ha ux Lo NMPUXOAUTCA OKOMO
15%. MpumepHO 7% MepTBOPOXAEHNI 0BYCNOBMEHO XPOMOCOM-
HbIMW aHOManMAMU. AHalM3 MMPOBOTO OMbITa MOKAa3bIBAeT, YTO
[Laxe Hanbonee athpeKTUBHASA opraHu3aLusa cnyxosl M4 no BbisB-
neHnio BH3 He oka3blBaeT 3aMeTHOr0 B/IMAHNA Ha BENNYMHY Me-
pVHaTanbHbIX MoTeps. Bmecte ¢ TeMm, N[ MOXKeT peasibHO BINATH
Ha Be/IMUMHY reHe TUYECKOTO rpy3a W, NPeXK[e BCero, Ha YyacTo Ty Xpo-
MOCOMHbIX 1 HEKOTOpPbIX Hanbosee pacrpoCcTPaHeHHbIX MOHOTEHHbIX
6one3Heid, 0c0beHHO Hac/leyeMblIX N0 ay TOCOMHO-A0MUHAHTHOMY W
X-cuenneHHomy Tuny (cm. rnasy XII). Tak, 6narogaps xopoiuei
OpraHun3aLyn CKPMHUPYHOLWMX Nporpamm (6MOXUMMYECKUIA, YNbT-
pa3BYyKOBON CKPWUHUHI GepemMeHHbIX) 1 3PPEeKTUBHON MHBA3MB-
HO LMArHOCTMKE XPOMOCOMHbIX U FeHHbIX 60/1E3HEN B HEKOTOPbIX
CTpaHax 3anagHoi Esponsl (QaHws, Monnangusa, Bennkobpura-
HWA) Y>Ke Y4anocb peanbHO CHU3UTb, a B OTAE/bHbIX PernoHax ga-
Xe MONHOCTbLIO IMKBUAMPOBATL POXKAEHMWE AeTeil C XPOMOCOMHbIMU
6onesHamu (cuHapomom [layHa) 1 aHOMannsaMu HepBHOM CUCTEMBI
Tuna A3HT. Yceunuamu cnyx6bl M1 CaHkT-MeTepbypra B 2004 T.
yAanocb NpegoTBpaTuTb poXKAeHWe 33 nnogoB ¢ 6one3Hbio JdayHa
M NOYTM BABOE CHU3UTb YACTOTY 3TOr0 TAXKENOro HaceACTBEHHOIO
3abonesaHuns (bapaHos B.C. u gp., 2004).

B Poccuu exxerogHo npoxogat ¥ 3 okono 370 000 6epemeH-
HbiX. CyMMapHasa 4acToTa BbIIBIEHHbIX C NoMowbio ¥Y3U nopo-
KOB pa3BuTmsa coctasuna 4,1%. BbisBneHO B 06Lei CIOXHOCTU
6730 BMP (Hosukos M.B., 2004). B 2002 r. onpefeneHne Mapkep-
HbIX CbIBOPOTOYHBIX 6enkos (MCB) nposegeHo B 403 581 uccre-
posaHun. OTKNOHeHMs nokasateneinr MCB Habnioganvice B
6 8—14% cnyyaes, npnyemMm 13 HUX B 9% cny4yaes OblN YCTAHOB-
NeHbl XPOMOCOMHbIe HapyLleHns. OTMeyaeTcs yCTONUMBbIA pocT
yncna UHBasMBHbIX M/, BbIMOMHAEMbIX HA MaTepuane nnoga, —
o1 5569 B 2001 r. fo 8 949 B 2002 r. /lornyHo npegnonarartb, YTO
B 2004 I. yncno onepawmii ¢ Lenb NoyYeHns NIoLHOTO MaTepu-
ana B P® yxe nepesanuno 3a 10 000. TonbKo B Hallem LEHTpe
YMC/O MHBA3MBHbLIX BMeLLATeNIbCTB C Uenblo [ XpOMOCOMHbIX
N MOHOTeHHbIX 6one3Heli npesbicnao 1000 B 2004 r.

CornacHo CTaTMCTUYECKUM AaHHbIM, eXerogHo B P® 6naro-
napa MA soisgenseTca okono 8000 pa3nnyHbIX OTKIOHEHWI B pas-
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BUTMM Nn0Aa, U3 HUX 6onee 4 COOBIMP n 6onee 400 XpOMOCOM-
HbIX 60/1e3Hel.

Ecnu y4yecTb, UTO exxerogHo B Poccun poxkgaetca okono 2 400
60/bHbIX ¢ cuHApomoMm [ayHa (baxapes B.A., 2004), ucnonb3o.a-
Hbl eLLe He BCE BO3MOXHOCTW N4 fanbHelLwero noBblWeHns ag-
thekTMBHOCTM cnyx6bl MM B Poccun. K coxaneHuto, ata nepc-
NMeKTMBHAsA 1 BbICOKOPeHTabenbHast 06/1acTb NPONIAKTUYECKOT
MeMLUUHbI MOKa He [OCTWUrfa HeobXoAMMOro ypoBHA. Mexay
TeM, NPUHMMAsA BO BHUMaHME ABHYIO TEHAEHLMIO K POCTY YacTo-
Tol BIMP B Poccun 3a nocnegHme 20 net (ot 5% B 1987 1.
[0 11,8% B 2000 r.) (PomaHeHko O.I1., Kntoesa C.K., 2004), He-
6naronpuATHYO AemMorpauyeckyto cCuTyaLmio B CTpaHe, CBA3aH-
HYI0 C MPOrPeccMBHbLIM COKpALleHNEM HaceneHus, nafgeHuem
poxgaemocTtu (o1 13,4 Ha 1000 8 1990 r. 1o 9,1 Ha 1000 B 2001 r.),
HeT COMHEHMIA B TOM, YTO MMEHHO «NPO(UIaKTMKa LO/KHA CTaTb
onpefenstowein B fanbHenwem pasBuTum CUCTEMbI 34paBooXpa-
HeHus» (Ctapogy6os B.W., 2003). [ocToOiiHOE MeCTO B 3TOW HO-
BOM CTpaTerMy OTeYECTBEHHON MeUUMHbI JO/HKHO NpuHagne-
Xatb cnyxo6e MA.

3AK/THOYEHVE

MpeHaTanbHas AMArHOCTMKA — HanpaBneHne MeLULUHCKOWA
reHeTMKM, BO3HUKLLEE Ha CTbIKe aKyLlepcTBa v FreHeTUKK YenoBe-
Ka, B 33fayn KOTOPOro BXOAAT AMarHOCTWKa, MpOoguUIakTukKa,
a B nepcnexkTuee, u neveHne B3 Ha paHHUX CTaAMAX Pa3BUTMS.
C nomowbto M peannsyetcs 2-i, Hanbonee athPeKTUBHbINA ypo-
BeHb MeAUKO-TeHeTNYeCKon npodunnaktnkn BH3. B npakTuyec-
Kom nnaHe MNJ npeactasnset coboii KOMMaeKc BpayebHbIX Mepo-
NPUATAIA U SMArHOCTUYECKMX METOAO0B, HampaBAeHHbIX Ha BbisB-
NeHWe 1 npegynpexgeHne MopgoNorMYecKnx, CTPYKTYPHbIX,
(DYHKUMOHANBHBIX WUAW MOMEKYNSAPHbIX HAapYLUEHUA BHYTpUYT-
po6GHOro passMTNA Yenoseka. MNocnefHue MOryT NPOABAATLCA Kak
B BUAE W30/IMPOBaHHbIX WAW MHOXECTBEHHbIX BPOXAEHHbIX
YPOACTB, AUCpynuumii, geopmanmii, Hefop&3BUTUIA, XPOMOCOM-
HbIX WM MOHOTEHHbIX 60Ne3Hel, Tak 1 B BUAE NOPOKOB UM AUC-
(DYHKUWI XXU3HEHHO BaXXHbIX CUCTEM, OPraHoB U TKaHeli, KOTo-
pble BeAyT K rmbenu nnoga unm K TKeNbIM, HepeaKo CMepTesib-
HbIM, 3a60/71€BaHMAM B NOCTHaTaNbHOM nepuoge. Bo3MOXHOCTb
noNyyYeHns 3apoablLLEBOr0 MaTepuana v ero aHanus npy NoMoLLm
COBPEMEHHbIX MOMEKYIAPHbIX, LUTONOMMYECKNX, BUuoxmmmnyec-
KX 1 Opyrux MeTO4OB Ha N060 cTagumn BHYTPUYTPOOHOrO pas-
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BUTMA MO3BONAIOT He TONIbKO YCTAHOBUTb TOYHbIW AMArHO3 Y NJi0-
[a, HO ¥ NONYUYUTb NPUHLUUNNANBHO HOBYHO MH(OPMALMIO O TOH-
KMX MeXaHn3Max 3SM6pPUMOHAaNbHOMO Pa3BuTUA Yenoseka. Moatomy
MM - 37O He TONbKO Habop AMArHOCTUYECKUX METOLOB M Mpu-
€MOB, HO 1 OCHOBa HOBOI0 Hay4HOr0 HanpaBsfieHUS MO U3YYEHUNIO
(hyHAaMeHTaNbHbIX Mpobnem 6uonorum passutusa (3mb6puono-
rum) yenoseka. B HayuyHoM nnaHe T/ cerogHs - 3TO COBPEMEH-
Has aMOPNONOTMS U reHeTMKa IMOPMOreHesa YeoBeKa.

PaccMOTpeHbl OCHOBHbIE YeTblpe 3Tana CTaHOBNEHUS U Pa3Bu-
Tms MA. OTmevaetcsd, 4To 6narofaps yCOBEPLUEHCTBOBAHMAM
CKPUHMPYOLWMX nporpamm, 6e30nacHoOCTM M 3PeKTUBHOCTU
MHBA3MBHbIX METOA0B NOYYEHUA MNOAHOr0 mMatepuana Ha -
60Mm cpoke 6epeMeHHOCTH, 60NbLUMM AMArHOCTUYECKMM BO3MOXK-
HocTAM nabopatopHoii 6asbl, M/ BcTynuna B XXI Bek ¢ yxe pe-
LUEHHbIMW OCHOBHbIMM Npobnemamu. [anbHelllee MOBbILLEHNE
apdekTuBHOCTM 1], He 3aBUCMT OT METOANYECKUX TPYAHOCTEN,
HO onpefenseTca TO/bKO COCTOSAHMEM (IMHAHCUMPOBAHUS BCeN
cnyx6bl M/ 1 ycnexamu B peLleHny ee opraHn3aloHHbIX Npo6-
nem.

Mporpecc M4 B nnaHe BbiaBneHua BH3, ckopee Bcero, He
NpuBeLEeT K CHUKEHUIO MepuHaTaibHbIX MOTepPb, 04HAKO MOXET
OKasaTb 3aMEeTHOe B/IMSIHWE HAa BENUYMHY TeHeTUYeCKOro rpysa
nonynauMm 1, nNpexzre BCEro, Ha YaCTOTy XPOMOCOMHbIX U TFeH-
HbIX 60/1€3HeVA.



IMABA Il. OCHOBbI NMPO3MBPNOHA/IBHOIO
1 SMBPUIOHAJIBHOIO PA3BUTUA UE/TOBEKA

MccnefoBaHns no LUMTOreHeTUKe aMOGPUOHaNbLHOMO PasBUTUA
YefioBEKa, a TaKXXe rPaMOTHOE NMPUMEHEHMNE BCEro KOMMeKca Me-
TO[0B, CBSi3aHHbIX C MHBa3uBHOW N[, (3a6op maTepuana, yuutore-
HETUYECKM aHan3, MONEKYNISPHbIE UCCNIe40BaHUA 1 Np.), Npea-
yCMaTpMBalOT OCTATOYHYHO KOMMETEHTHOCTb YYeHOro W Bpa-
Ya-reHeTuKa B BOMPOCAX aHTEHATa/lbHOrO PasBUTUSA YesioBeka.
Takasa nHhopmaLuua 0CO6eHHO CYLLeCTBEHHA 4151 MOHUMaHUA TexX
3TanoB OHTOreHe3a, KOrfa MpPoOMCXOAAT HapyLUeHWs KapuoTuna,
peanusytolmecs BO BPEMS PasBUTUA MN0Aa U B NOCTHATaNbHOM
nepuofe. OHa, HECOMHEHHO, BaXHa U 415 MOHMMaHUA NaToreHe-
TUYECKMUX MEXaHW3MOB BO3HUKHOBEHMUS XPOMOCOMHbIX abeppa-
LM 1 BPOXAEHHBIX MOPOKOB Pa3BUTUSA, BbIABIAEMbIX Y pa3BuBa-
foLLerocsa 3apogplia.

O6uas NpofoIHKUTENIbHOCTb BHYTPUYTPOGHOT0 pasBuUTMS Ye-
N0BEKa COCTaB/SAET B CpeAHeM 0K0J10 280 AHEW 1 paBHa npumep-
HO 1,8% ero cpefHeil NpoAOMKUTENBHOCTM XN3HN. CyllecTByeT
HECKOJIbKO PasfiMyHbIX Knaccuukaunii NepnosoB aHTeHaTab-
Horo pa3sutusa yenoseka (KHoppe AX, 1967; bogemap Y., 1971;
Obi6aHAT., bapaHos B.C., 1978; Exalto N. etal., 1983; PappZ.,
1990). CornacHo CTaBLUeil KnaccMyeckoin knaccugpmkaumm NH-
ctuTtyTa KapHern (CLUA), pa3paboTaHHO Ha OCHOBE YHWKallb-
HOW KONMEeKUWUW 3apofbllieli YenoBeka, aMb6proreHes yenoseka
noApasfenatoT Ha CTafumn, KOTopble 0603HaYaloT No MMEHU OcC-
HOBOMOJIOXHUKA KONMEKL MM KaK «ropu3oHTbl Ctputepa» (MaT-
TeH B., 1959; KapncoH b., 1983). 3T «ropu3oHTbI», OCHOBaH-
Hble Ha TUCTONOrMYECKOM OMWCAHWW YHUKANbHbIX HaxX0moK,
[0 MMNAaHTauum o603HavaloT apabCckumu, a nocie MMnaaHTa-
UMM —puUMCKUMK undpamu. Bcero BbigenstoT 23 «ropu3oHTa»
(Jirasek J.E., 1985). Mpu atom nepsble 8 ropn3oHTOB (C 1-ro no
20- fHW pa3BuTUA (4.p.)) COOTBETCTBYIOT Nepuogy 6nacrtoreHe-
3a (NpeamObpunoHaNbHbIA Nepuog pasBuTurs), ocTasbHble 15 «ro-
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pr3oHTOB» (IX-XXI1 - ¢ 20-ro no 60-ii feHb pa3BuTnA) - nepu-
04y PaHHEro opraHoreHesa (3mMb6puoHanbHbIl nepuog). Fopwu-
30HTbI CTpUTEPa He pacnpoCTpaHATCA Ha heTanbHbIi (60-180-
M gHn pasentna —ctagua XXII) n nepvHaTanbHbll Nepuogbl
(180—280-i gHY pa3BuTus). [laHHaa knaccudukalma OCHOBaHa
Ha MuccnefoBaHUM 3apogblleil Npu 4OCTaTOYHO TOYHOW permcT-
paunn cpoka 3adatus. EcTecTBeHHO, YTO 3TW Nepuojbl oTnYa-
OTCA OT TAKOBbIX MPWU CTaHLAPTHOI perucTpauun cpokos bepe-
MEHHOCTM, MPUHATON B aKywepcTBe (+ 2 Hed. OT 1-ro AHs no-
CNeAHNX MecsUHbIX). COOTBETCTBEHHO NMPO3MOPMOHANbHLIN ne-
pvog cornacHo Knaccugukaumy KapHerv npymepHo COOTBETCT-
BYeT MePBbIM YETbIPEM Heaensim 6epemeHHoCcTM (H.6.), ambpuro-
Ha/bHbIA - 5-9 H.6., nnogHbli - 9-40 H.6. B mpakTnyeckom
aKyLLepcTBe UCNosb3yeTcs 60/ee yNpPOLLEHHbIA BapuaHT Knaccu-
thukaumm, cornacHo kotopomy | TpumecTp 6epemeHHoCTU (A0
13- H.6.) COOTBETCTBYET 3IMOPMOHANbHOMY MEPUOAY pasBUTUS,
Il vl - deTtansHOMy (MnofHOMY) nepuofy. B nocnefHem He-
peaKo MNPUHATO BblAeNATb elle WM nepuHaTanbHbll nNepuog —
C 28-ii H.6. BO 7-ro gHA nepmofa HOBOPOXAeHHoe™ (Alinama-
3aH 3.K., 1998).

C yyeToM Lieneii 1 3afay MoHorpadmn B JaHHOM F/1aBe Mbl Bblae-
NAeM crepyroLyie Mepuioabl: nNpoamMbpuoHasbHbIA (rameToreHes),
npeambpuoHanbHblin (nepsble 20 4.p.), COBCTBEHHO 3MOPMOHAMBHLINA
WNn NepuojpaHHero opraHoreHesa (c 21 no 60-i A.p.) ¥ NNoAHbIA (No-
cne 60-ro A.p. A0 KOHUa 6epemeHHocTH). C yyeTOM MOMPaBKU Ha
CPOK 6GEepeMeHHOCTMW, MPUHSATON B akywepcTBe (CM. Bbllle), pac-
cMaTpuBaeMble Nepnoabl I'IpVI6]'IVI3VITeﬂbHO COOTBETCTBYKT: NPO3M-
6pvioHasbHbIV - 1-4-5 H.6., mepuog paHHero (aKTUBHOMO) opraHore-
He3a 5—12-a H.6. BKMUMTENLHO U MNoAHbIA ¢ 13- no 40-10 H.6.
OCHOBHbIe MOP(O/IOrMYECKME XapaKTEPUCTUKIM 3apobILLE HesloBe-
Ka c 1-i no 23-t0 cTagmm passuTus No Kriaccugmkaumm KapHern (oT
OMn/1I040TBOPEHMA J0 NJIOAHOMO Meproga) NprBeaeHbI B Tabnnue 2.1.

2.1. NPO- W NPESMBPUOHA/bHbIV NEPVOAbI

PA3BUTUA (1-4 H.6.)

MpuHUMas BO BHUMaHWE BaXXHOCTb MPOLECCOB rameToreHesa
M HayasbHbIX 3TanoB 3M6pPMOreHe3a B 3TWOMOTUU U MaTOreHese
XPOMOCOMHOW Natofiormm, B faHHOM pasgene 6yayT paccmoTpe-
Hbl: ramMeToreHes3, OMA0AOTBOPEHMWE, LOMMMNIAHTALUOHHbIE CTa-
41N pa3BUTUA Y UMMANAHTaLUA.



Tabnuua 2.1

OCHOBHble MOPOI0TMYECKME XapaKTepPUCTUKN 3apobllla Yenoseka ¢ 1-/i no 23-10 cTagumn passuTus
no knaccugukaunn KapHern (npoamo6puroHanbHbllii nepuog - ctagmum 1-8; am6prvoHanbHbIi nepuog -
ctagumn IX—XXIl, paHHnii heTanbHbli nepuog (ctagusa XXIII))

Craws BospacT MeHcT-
3apofibl-  PyalbHbIN
no Kap- wa, B03pacT KTP, Mm
Herv [HK +2 Hep,
Mpoam6( MOHaNbKbiit nepro
| 0-2 2° 0,2
n 2.4 242 _2+3 0,2
i 4-5 3-J-3-J 0,2
v 5-6 3-1-3-' 0,2
\Y 6-7 3°-4-1 0,2
Vi 7-15 0,2-0,4
Vil 16-18 4m—4ii 0,4
3MGPUO CaslbHbIN Fepuof
Vil 18-20 4«52 10-15
IX 20-21 5"2-5° 1,5-2,5

Mopdonorunueckne oco6eHHOCTN

OnnogoTBOpeEHMe, 3UroTa
OT 2 fo 16 6nacTomepoB

CTaaus KOMNaKTU3aLmum, paHHss Gnactouucta, o6pasoBaHue Tpodobnacta U BHYTPEHHEN
KNneTo4Hoi maccel (BKM)

OcB06OX/eHME OT 6NECTALLEN 060M0UKN («X3TUMHT»), HaYan0 UMMNIaHTaLUm

[enamunHauusa (paccnoeHue) BHyTpeHHel KneTouHol maccbl (BKM) 6nactouucTsl ¢
06pa3oBaHNEM 3KTOAEPMbI W 3HTOLepMbl (1-1 thasa racTpynsaLum); NepBUYHBbI XenTou-
HbIi Mewok (XKM); paspacTaHue TpogobnacTta, Hauano 06pasoBaHMs BOPCUH

BTopnuHbIii XKM, aM6pnoHanbHbIi JUCK TPYLLIEBUAHON hopMbl, 2-7 dasa racTpynauum,
nepBMYHas Mosiocka, KPoBAHbIE OCTPOBKYK B CTeHKe XXM

dopmMuUpoBaHme TPeX 3apOAbILLEBBLIX NTMCTKOB, NOSBEHNE XOpabl

®opMMpoBaHMEe HEPBHOI NNACTUHKM, HEPBHOTO Xeno6Ka, 06pa3oBaHMe NepBUYHBIX
cocyzoB

MepBble coMnTbI (3 Napbl), BTOPUYHbIE BOPCUHKM, Ha4ano popMmnpoBaHnus cepaua,
nosBAeHNe NPeanoyKn

1980H00

eiegoush Bumaged  oJoHdueHondgwe M oJoHdLreHoudgweodu



Cragus
no Kap-
Heru

X

Xl

Xl

Xl

L\

XVI

XVl

XVIHI

Bospact
3apofbl-
Lwa,
OHW

21-22

22-26

26-30

28-32

31-35

35-38

37-42

42-44

44-47

MeHcT-

pyasibHbIii

BO3pacT
+2 Heg.

5*'-5*2

5«-6-’

6-1-6 «

6n-7-!

gx'.7

7-° T«

7«—8

8°—8*1

8«-9~'

KTP, Mm

2,0-3,5

2,5-4,5

3,0-5,0

4,0-6,0

5,0-7,0

7,0-10,0

8,0-12,0

11,0-14,0

13,0-17,0

Tabnuua 2.1 (NpoAosi>KeHne)
Mopdonornyeckme 0co6eHHOCTU

4-12 cCOMUTOB, HEpPBHblE Ba/IMKN HAYMHAIOT CMbIKATLCA B cpe,qulZ 4yacTu, NosBnaoTCa 2
napbl >Ka6epr|x ayr, 3a4aTKW rnas, cnyxoBsble nnakoabl

13-20 comMnTOB, Heliponopbl OTKPbITHI, 3-4 Napbl XabepHbIX Ayr, SMOPUOH NpuobpeTaeT
C-06pasHyto opmMy, cepaeyHas Tpybka S-06pa3Has, pUTMUYHO COKpaLLaeTcs

21-29 comMMTOB, ONPEAENATCSA MOYKN BEPXHUX KOHEYHOCTEN, 3aKPbIBAETCA 3afHWNI Heil-
ponop, 3aKnafblBatoTCA NeyeHb, NOAKeNyA0uHas Xenesa, NuLLeBos, Tpaxes, Nerkue, Kna-
naHbl 1 NeperopoKa cepaLa, HauMHaeTcs PasBUTUE MbILUL, KOCTel

30-40 comMWUTOB, NOSBASKOTCS MOYKN HMKHUX KOHEUYHOCTEW, YANUHSAKTCS 1
OUDDEPEHLMPYIOTCS MOYKU BEPXHUX KOHEYHOCTEN, (hOPMUPYIOTCS CTYXOBble MYy3bIpbKy,
nepegHuin, CPeaHWIA 1 3ajHNIA MO3T, aopTaibHble Ayru

BepxHsis KOHEYHOCTb PA3AENAETCS Ha NIEY0 M NPeAnsieybe, OnpeaenseTcs 3a4aToK KUCTY,
BUZHbI MaHANBYNSPHbIE U TMOMAHbIE YT, POTOBas IMKa, cepaLe 4-KamepHoe, popMupytoTes
3a4aTKy NErKuUX, 3aKNaaKa TPETUUHOM (MOCTOSAHHOM) MOYKM, MOYEBOrO My3bips

Pasmepbl MO3ra yBe/MumBatoTcs Ha 1/3, nepefHuii Helponop 3aKpbIT, BUAHbLI 4 napbl
KabepHbIX Ayr, ONPeeNnsoTcs MaHAGYIAPHbLIE N MAKCUNSPHbIE AYTW, HOCOBblE IMKN,
(hOpPMUPYIOTCS CTOMbI, FOHAAb! 3aCENAOTCSA NEePBUUYHbIMU NONOBLIMU KneTkamu (MMK)

MUrMeHTaLmMA rNas, Hauyano 0cCUMMMKALMM KOCTel, 3aKnaabiBatoTCs 3y6Has NnacTUHKa v
3a4aTku 3y60B, AMd(hepeHLMpPOBaHbl OCHOBHbIE YaCTW KOHEUHOCTel

OnpefensoTcs 3aKnaakv NanblLeB BEPXHUX KOHEYHOCTel, hpopMupyeTcs amagparma,
NosABASETCS NO/OBOV 6YropoK, MOYKM HAYMHAOT BbipabaTbiBaTb MOUY

OnpegenatoTca 6e,qp0, roneHb, Nanblbl HUXHUX KOHEYHOCTEW, CpacTarlTCa BEKMU,
noABNAKTCA COCKU

Il egeu]



Cr Bospact  MeHcT-
al?:m. 3apofbl-  PyanbHblii KTP. MM
no Kap ua, BO3pacT '
Heru OHA +2 Heq.

XIX  47-51 9-],9« 16,0-18,0

XXI 52-56 10-3-10 22,0-24,0
-2

XXIl  56-60  10--10° 23,0-28,0

PaHHWiA theTasbHbIV Meprog,

XXIIl 60-182 10°-12« 27.0-200,0

60-70 27-45
70-77 50.0-70,0
77-90 70.0-90,0

Tabnuua 2.1 (OKOH4YaHue)
Mopdonorunueckne oco6eHHOCTH

TynosuLe YAIUHAETCA U HECKOMbKO BbIMPAMAETCS; ONPeAensatoTca nonyLapus mosra,
YLUIHble PAKOBUHbI PACMONOXeHbI H3KO, Na3a B 60KOBbIX YacTAX roM0Bbl, pa3BuBaeTCa
3aiHUiA Mo3r

Mo3aHsAs ambpMoHanbHas cTagus, KOHEYHOCTU XOPOoLOo AnddepeHLMpoBaHbl, Nanblibl
PYK CXXMMaKTCA, 3aBepLUaeTCs (HOPMUPOBaHME MeXMpPesCepAHON neperoposku

['nasa OTKPbITbI, MOABNAKOTCA NepBble N3BUIMHBLI MO3ra, BO3HUKaOT HEMpPOU3BO/bHbIE
ABUXEHUA, BO3MOXXHO pacno3HaBaHWe nona no roHagam, KMWKa n3 nyrnoyHoOro KaHatnka

BTArMBAETCA B GPIOLLIHYIO NOMOCTH

Macca Tena (MT) okono 10 r. [Na3a 3aKkpbiTbl BeKaMu, CHOPMUpPOBaHa BepxHss iy6a, dop-
MupyeTcs TBepAoe Hebo, ncyesaeT eCTeCTBEHHas NyNoYHas rpbhka, NOABAAIOTCA o4arun
OKOCTEHEeHMs B [J/IMHHBIX TPYBUATbIX KOCTAX, KOHEYHOCTH XOPOLLO CHOPMUPOBAHbI, Nab-

Libl pasfeneHsbl
MT okono 20—40 r. YBennumnBaeTcs Macca Mo3ra, rosioBa Hak/l0HeHa Briepef, reHuTannum

anddepeHLpoBaHbl MO MOOBOMY NPU3HaKY, 06beM aMHUOTUYECKON XUAKOCTH OKONO

50 mMn
\1T 4560 r. lMnog HauMHaeT ABUraTbCA, XOPOLLO MPOCAyLInBaeTCs cep,queb‘l/leHme, pa3su-
BaKOTCA 3y6bl, pacTyT BONOCHI, AuddepeHUnpyoTcs 6poHXm

1980H00

©1egoush Buwmgsed 0JoHGLUEHOMdOIE U OJoHALeHomdgweodu
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2.1.1. lameTtoreHes

Bce nonoBble KMNETKY MIEKONUTAKOWMX Y YenoBeka bepyT Ha-
Yano OT nepBUYHbIX NoNoBbIX Knetok (MIMK) - roHouuTos. 11po-
ncxoxageHue MMK go HacToAWwero BpeMeHW OKOHYaTe/lbHO He
BbIACHEHO. He BbI3blBaeT, 04HAKO, COMHEHMWS, YTO 3TU KIETKM
BO3HMKAIOT 3HAUYUTE/IbHO paHblLe, YeM MOABAOTCA 3a4aTKU ro-
Hag, T.e. OHM UMEKT 3KCTParoHagHoe npomcxoxaeHve. CornacHo
CyLLeCTByHOLWMM npescTaBneHmsam, MIMK moryT 6biTb 06Hapyxe-
Hbl B MEPBMYHOI NOMIOCKe yKe Ha 16—18-ii feHb pa3BuTKS, 3aTeM
OHW NepemeLLalTcs B XeNTOYHYIO (BHe3apobllleBYyH0) 3HTOAep-
MY Y OCHOBaHWs annaHTomca, MUrpupyrT B 3HTOAEPMY CPeaHei
KWL KW, OTKYZa 1 NonajatoT B NMOMOBbIe BAIMKW —3a4aTKW TOHA
(CemeHoBa-TsaHb-LLaHckas Al'., KHoppe A.l'., 1971; Abi6aH A.IM.,
bapaHos B.C., 1978; ibibaH A.IM., 1988). B nocnefHee BpeMs no-
NyyeHbl faHHble 0 ToM, yTo MIMK BbIgeNATCA B CAMOCTOATE b-
Hbll 3MOPUOHANbHBIA 3a4aTOK 3HAYMTE/IbHO paHblue, elle BO
BpeMs 4po6aeHUs n popMmnpoBaHus 61acToLNCTLI.

Monas B 3a4aTKy roHaj NpUMEpPHO Ha 7-i H.6., rOHOLUTHI
BnepBble 06HAPYXXMBAIOT MPU3HaKKW NOAOBOro AumMopdusma. Mpu
(hOPMMUPOBAHUMN MYXCKUX FOHAZ (CEMEHHUKOB) OHU OKPY>KatoTcA
KNeTKaMu LieIOMUYECKOro anuTenuns, obpasys Tak Ha3blBaeMble
«I0JI0Bble TSHXKM», B COCTaBe KOTOPbIX MpebbiBatoT B NATEHTHOM,
HeandepeHLMPOBAHHOM COCTOSHMM (CriepmMaToroHun) BNIOTb
[0 Hayana nosoBoro Co3peBaHus.

B cnyu4ae xkeHckoro nona (Habop roHocom XX) roHoumThbI 3a-
[epXXMBAKOTCA B HAPY>XHOM, KOPKOBOM C/10€ Me3eHXUMHO TKaHu
MOMIOBbIX BA/IMKOB, aKTUBHO MPOMQEpPUPYHOT, BCTYNAKT B Me03,
Moc/ie Yero Kaxgas u3 HUX oKpyxaetca QONINKynsapHoIMn KeT-
Kamu, ¥ B BUAE 0OLMTOB 1-ro nopsagka coxpaHatoTcs 40 N0J0BO-
ro cospesaHus. NpuHUMNManbHaa cxema raMeToreHesay MneKko-
NUTAIOLWMX 1 YesioBeKa NpUBELEHa Ha pUCcyHKe 2.1

2.1.2. CnepmatoreHes

O6Lwas NpoAo/MHKUTENLHOCTL CriepMaToreHesa y YenoBeka co-
cTaBnfeT 72 gHA. 3a 3TO BPEMSA CTBOJ/IOBbIE K/IETKN CNepmMaToreH-
HOro psga (cnepmaToroHumn), Haxogsawmecs B rnybuHe M3BUTbIX
CeMEHHbIX KaHanblLeB, NPOXOAAT ANWUTENbHbIA NyTb AnddepeH-
LMPOBKW [0 3pefnbiX, MPakTUYecKuU MULWEHHbLIX LUTOMAasMbl,
CrepmMaTo301oB, COAEPXalyux ranaougHblii Habop XpPOMOCOM.
B npouecce cnepmaroreHesa pasnnyaloT Be (asbl, TECTUKYNAP-
HYIO W anuauaeManbHyto. Bo Bpems nepBoi - NpPOMCXOAAT OcC-
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nepBI/I‘-IHbIe nonoBble KNeTKn nepBI/I‘-IHbIe nonoBble KNeTKu

3MGpUOHaNbHBLIA MUTO3

B A' OM6pUOHaNbHbIA MUTO3
NOK MUTO3a

CnepmMartoroHum OoroHun
MocTHaTaNbHbI , * IM6PUOHANbHbLI MUTO3
MNTO3 I ®
OnddepeHympoBka BcTynneHue B Meiio3s

o Bnok Ha ctaguu
BcTtynneHne B meiio3

AVMNNOTEeHbI
CnepmaTounThl | OounTei |
lMepuop pocTa
Bo3o6HOBNEeHMe
S \ meliosa
CnepmaTounThl Il (g}
Bnok meiio3a Ha ctaguun
MeTadassl Il
CnepmaTunabl ® @ @ @ OOLWIT
AvddepeHympoBka
CnepmaTo3onabl V V V. V 3aBeplieHne menosa
} OnnofoTBOpPeHHasn
AuekneTkKa

Puc. 2.1. NpuHynnnansHas cxema cnepmatoreHesa (CNeBa) v ooreHesa (Cnpasa) y
MIIEKOMUTAK W UX U YeNoBeKa.

HOBHble 3Tanbl AUQQHepeHLMPOBKN CrepMaToroHNeB B cnepma-
To3omabl. Bo Bpems BTOpPOIA - 3aBepLuaeTcs A03peBaHune cnepmMu-
€B, B pesy/nbTaTe HaKOMJeHWA MyKOMOAMCaxapuaoB, XOnecTepu-
Ha, ApYrvX 3aWuTHbIX OENKOB, MEHSAKTCA CBOWCTBA Hapy>XHbIX
Mem6paH, CMepMMM NMPUOGPETAIOT NOABUXKHOCTD.
CnepmatoreHes (TecTUKynspHas hasa) BK/IOYaET fABa nocre-
[0BaTeNbHbIX 3Tana: CO6CTBEHHO CMEpPMaToreHe3 u cnepmuore-
He3. TecTuKynsapHaa hasa - KOHTPOAUPYeTCA ropmMOHaMu runo-
(hr3a (PonIMKynocTUMyNUpPYoLWMM 1 IIOTEOTPOMHbLIM) U CO6CT-
BEHHbIMM FOPMOHAMW CEMEHHVKOB —TeCTUKYIAPHLIMU aHapore-
HamMu (TecTOCTepPOH, aHAPOCTEHANOH U Ap.), KOTOpble NpogyLm-
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KOpTUKasibHble rpaHysbl

MHUUMauna
aKpOCOMHOIA
cBA3bIBAHME  peakuuu

nepusuTennnHoOBOe NPoOCTpaHCTBO

6nectawas o6onouka

nnasmatrnyeckas MeM6paHa

b J CNUAHME BHEIIHeA U BE3NKYNAUNA  aKpOCOMHas
BHYTpeHss akpocoMHass MeM6paHal BHyTpeHHel mMem6paH peakuus
BHELHAA aKpOCOMHas MeMGpaHa

Puc. 2.2. CtpoeHue 3penoro cnepmartosouga (A), akpocomHas peakuus (B),
nocnegosaTenbHble 3Tanbl 0NN0A0TBOPEHMA (B).

pytoTca KneTkamu Jleignra, HaxogAawmMMmUCs B CTPOME M3BUTbIX
CEMEHHbIX KaHa/lbLeB.

Ha 1-m aTane BCTynawowme B Mei03 KneTku (cnepmaTouuThl
1-ro nopsgka) npeTepneBatoT 4Ba MOCNef0BaTeNbHbIX MEROTK-
yeckux geneHuns. MNpu atom n3 ogHoro crnepmarouuta 1-ro no-
pAgKa BO3HUKAET 4 KNeTKu (cnepMatubl) ¢ ranjiongHbIM YNCIOM
Xpomocom (puc. 2.1). OTMeTUM, YTO U3 O4HOr0 CNepmMaToroHus
Tuna B B pe3ynbTate 5 MUTOTUYECKHMX, @ 3aTEM U 2 AefleHUIA Meii-
03a obpasyetca 104 cnepmatuabl. Bce npouecchl guddepeHyun-
POBKM MNPOXOAAT B CTEHKE W3BUTbIX CEMEHHbIX KaHa/bLieB.
Mpn 3TOM KNETKM CrepMaTOreHHOro psga HaxogaTca Hermocpes-
CTBEHHO B UuTONIasMe Knetok Cepronum, KoTopble obecneynBaroT
nMTaHue crnepmaToLMTOB 1 CNepMaTug.

Bo Bpems crnepmuoreHesa ranjiougHbie KNeTkn —cnepmaTu-
Obl - MPOXOAAT pAf nocnefoBaTenbHbIX CTafuii auddpepeHLm-
poBku (hasa Monbmku, hasa Koninayvka, akpocomHas hasa, (asa
co3peBaHuns). OHM yTpaumnBatoT LUuTonnasmy, QopMmpyroT cneuu-
anbHble opraHomabl (XBOCT, LUeWKy, akpocomy) (puc. 2.2, A).
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AKpocoma BO3HMKaeT HEMOCPeACTBEHHO M3 MemOpaH anmaparta
"onbAXu, MOKPbLIBAET B BUAE KONMNayKa nepefHtor 4acTb rofoBKu
cnepmus (NPUMEPHO [0 ee CepeduHbl) U COAEPXMUT HAbop NnUrn-
YeCKMX JIN30COMHbIX (DEPMEHTOB, BaXHbIX A5 OMNJ0L0TBOPEHUA
(puc. 2.2, A).

OC06eHHO CYLLECTBEHHbIE U3MEHEHWNA NPOUCXOAAT Hernocpes-
CTBEHHO B fAape knetok. IHK B coctaBe XpomMocom yTpayvBaet
TUMUYHYIO NS COMATUYECKUX KNETOK HYK/IEOCOMHYIO OpraHu3sa-
umto. FmctoHoBble 6eNKK, XapaKTepHble 41 (YHKLUOHANBHO aK-
TmBHON AHK, 3amMeHA0TCA Ha Kncnble 6enku, 6oratsle aprmHu-
HOM K npoTamuHamu. Cnupanusauma AHK. pocturaet makcu-
MasibHOW BENYMHbI. E>KEAHEBHO Y YenoBeKa ak TVIBHOTO PEMPOayK-
TMBHOrO Bo3pacTa npofyuupyeTcs okono 10 MAH. 3penbIx cnepmMa-
T03010B.

2.1.3. OoreHe3

B oTanume OT MYXCKMX MOMOBbIX KNETOK POAOHAYaNbHUKK
YKEHCKMX MOJIOBbIX KNeTOK —O0rOHWN —NpeTeprneBaloT BaXKHe-
Wwue cTagun guddepeHLMpoBKM, BKKOYAA BCe 3Tanbl npodassbl
meiio3a (puc. 2.1), elle BO BHyTpUYyTPOOHOM Meproge pasBuTus.
Bonee nogpo6HO BPeMEHHbIE U LIMTOFEHETUYECKNE XapaKTepuc-
TUKU Melo3a y 3apofbllueli XXEeHCKOro nona vy rnosiioBo3penbixX
XKEHLWWH NPeacTaB/ieHbl Ha pUCyHKe 2.3. BpemMeHHbIe 0CO6EHHOC-
TN OCHOBHbIX NMepMoLOB OOreHesa y YenoBeka NpUBeAeHbl B Tab-
nuue 2.2. OCTUIHYB 3a4aTKOB Oy AyLUMX AUYHMKOB (MOMI0BbIX Ba-
NIMKOB) NPVMEPHO K KOHLY 1-ro —cepeaunHe 2-ro mecsua 6epe-
MEHHOCTM, FOHOLMTbI TePSAIOT aMebonAHYO MOABUXKHOCTb, BCTY-
natT B KOHTAKT C KNeTKamMu (hOSINIMKYNAPHOTO anuTenus 1 npe-
06pa3syloTca B 00roHMKU. B TeueHune nocnegyownx 3—4 Mecsues
OOrOHWMW aKTUBHO [eNIATCA MUTO30M. B pesynbTarte UX 4ncno Bos-
pacTaeT oT ncxogHbix 1500—2000 K/1eTOK L0 HECKOMIbKUX MUN-
OHOB. MaKcuManbHOe YuCno OOrOHWEB (40 7 MJH.) HaxoauTcs
B AWYHMKaAX MNI0L0B XEHCKOro rnosa Ha 7-m Mecsue 6epemeHHocC-
1. Cpasy Xe 3a NepuofoM pasMHOXEHUA cledyeT anonTo3 —3a-
nporpaMmumpoBaHHas rmbenb 6onbLueid YacT ooroHmes. Mpuyn-
Hbl anonTo3a OCTAKTCA HEBbIACHEHHbIMU. HeAcHa U CenekTus-
Has poJib TaKOW MaccoBOli KNeTOYHOI rnbenn. Bo3amoxHo, noru-
6aloT Te 00rOHUK, KOTOPbIE NO TEM UAN UHBIM NMPUYMHAM HE MO-
ryT TPaHC(hOpMMPOBATLCSA B 00UUTbI U BCTYNUTbL B MEN03, 1nbo,
YTO KaxkeTca 60nee npasAonoA06HbIM, TMOHYLLME KNEeTKU —3TO
OOUMTbI, HAXOAALLMECS Y>Ke B Npoase Meiio3a.
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Tabnnua 2.2
BpemeHHble 0CO6EHHOCTN OCHOBHbIX MEPUOAOB OOFeHe3a y pasHblX
MiekonuTawwmnx n yenoseka (Obi6aH A.M., bapaHos B.C., 1S78).

O6beKT BetynneHne  Pa3mHoXe- PocT ooumnTOB Cospe-
oounTos B Hue BaHue
Meii03 00rOHMEB Mpodasa AVKTVOTEHA  OOUMTOB, Y
Meiio3a
Yenosek ACUHXPOH- 2-5 MO 2,5-8 M6  8-9 M6 - 54-60
Hoe 13,5-14 net
Makaka — 2-5 M6 2-6 M6 5M6 - 54-60
2-3 roga
MbiLwb CuHxpoH- 10-14p6 14-2006  2-3 anp - 16-20
Hoe 1,5 mnp
Kpbica - 14-17 06 175p56-  S5anp - 16-20
4 anp 1,5 mnp
Kponuk - 14-2 gnp 3-20gnp 20 Anp - 15-18
4-5 mnp
3010TUCTBIN — 10-17 06 1-9 gnp 10anp - 16-20
XOMSAYOK 1,5 mnp

MpumeyaHue. Mepnogbl 0oreHesa filaHbl B COOTBETCTBYIOLLMX CTafMUAX OHTOreHesa:
06 - AHW 6epeMeHHOCTU, ANpP - AHW Nocne poXxaeHus, M6 - mecsLbl 6epeMeH-
HOCTW, MNP —MecALbl NOCNe POXAEHNS.

KonnyecTBO XXEHCKNX MOMI0BbIX KNETOK K KOHLY 6epeMeHHOC-
TU U Y HOBOPOXAEHHbIX YMEHbLUIAETCA B CPeAHEM [0 2 MAH., K 7
rogam - o 300 TbiCc., a K Hayany MosioBOro Co3peBaHus - [0
40 Tbic. PeanbHO B TeuyeHwWe BCel XKM3HW OBYNMPYeT He 6Gonee
400-500 oounToB. 3HauyuMTeNbHas 4acTb €CTECTBEHHOW YyObinu
YXEHCKMX MOJIOBbIX K/IETOK MPOMUCXOAWUT B pe3y/ibTate arnonrtosa
OOrOHMEeB, Apyrue rnoruodatoT yXke BHyTpU aTpeTUyeckux Ghonium-
KYy/lI0B, KOTOPbIE HE [OXO0AAT 0 OBYNALMMN. YMECTHO TakXXe OTMe-
TUTb, YTO B OT/IMYME OT M/EKOMUTAIOLMX MPOLECCHl OOreHesa
y YenoBeka NpoTeKatT aCMHXPOHHO, a NOTOMY 3HaYMTeNIbHO pac-
TAHYTbI BO BPEMEHU.

Yxe ¢ 3-ro mecsija 6epeMeHHOCTI YacTb OOrOHMEB 3aBepLUaeT
UMKl MUTOTUYECKUX AeneHuid, TpaHC(OopMUpyeTcs B OOLMUTHI
M BCTyMaeT B nmepuog pocta. OHW yBeMUYMBAKOTCA B pas3mepax,
OKPY>KaloTCcs (DONMKYNAPHBIMY KNeTKamu, BCTYNaroT B npogasy
meino3a (puc. 2.3). OfHAaKO B OT/IMUME OT MYXKCKOrO Meiio3a
B OOreHese BCfief, 3a Npogasoli He HacTynaeT MeTadasa, a Meino3
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610KMpYyeTCs, U 00LMTblI HaZoNro, BM/IOTb 4O Hayana nosioBoro
CO3pPEBAHMNA NepPexoisaT B COCTOSAHNE NMOKOS —ANKTUOTeHyY. MNpesa-
nonaraetcs, YTo 6/10Kafa Meno3a cBA3aHa C AelicTBMEM 0COObIX
(haKTOPOB CEKPeTMPyEeMbIX COMATMUeCKUMU ((DONNUKYNAPHBLIMUA)
KneTkamu roHagbl (ObibaH A.TM., 1988). OKpYy>KeHHble OAHUM
CNIoeM (YONNUKYNAPHBIX KNETOK OOLUMTBLI 06pa3ytoT TakK Ha3biBae-
Mble MepBuYHble (MPUMOPAUabHbIE) PONINKYIIbI.

[0 M0n10BOro co3pesaHns AAUTCA Nepuod Med/IeHHOro pocTa,
BO BpeMSA KOTOPOro MPOrpeccuBHO YBEIMYMBAETCA YNCNO CI0EB
(hONNNKYNAPHBIX KNETOK, OKPYXatoLWMX 0OLUT Ha CTafMK MOKOS.
fAapo oounTa (Ha 3TON CTagMM OYeHb KPYMHOE, CBET/IOE) UHOrAA
Ha3blBAETCA «3apPOAbILLEBLIM My3bIPbKOMY. XapaKTepHOU CTPYKTY-
PO TaKOro Afpa Yy YenoBeka ABNATCA «/IaMroBble LUETKV» —1eT-
nm AHK, Ha KOTOpbIX NPOUCXOAUT aKTUBHbIA cuHTe3 PHK-KoM-
MeKcoB, OTKNafbIBAIOLWMXCA B 00MAa3Me O MOMEHTa OMnoAoT-
BOpeHus. Pasmepbl ooLuTa No Mepe yBenmyeHus ymcna honanky-
NAPHBIX KNETOK TaKXXe YBenMynsaroTcs. PoCT camoro oouuTa npe-
KpalLaeTcsa TOMbKO C HavanoMm nepuoga 6bICTporo pocrta ero on-
NNKYyNa, YTO COBMajaeT C NepuoLoM MoM0BOro Co3peBaHus. B ato
BpeMsl BHYTpU (honnkyna obpasyercs nosocTb (aHTpPym), KOTO-
pas 3amnonHAeTCA XUAKOCTbIO. Ee pasmepbl GbLICTPO yBennyuvBa-
toTca. donnukyn npespawaercs B [paadoB nysbipek ([bl-
6aH A.lN., bapaxos B.C., 1977).

CospeBaHMe 00UMTOB HauMHAeTCH C BO30OHOBMEHUS Melio3a
M 3aKaH4YMBaeTCs TO/IbKO MOCNe OMA0L0TBOPEHUS, Korga 3asep-
waetcs 2-e menioTnyeckoe genenune (puc. 2.3). C HacTynneHueM
aKTUBHOIO0 PEnpoAyKTUBHOrO BO3pacTa OouWTbl rpynnamu (5—
10 wTyK) BCTyMNalOT B Meii03, OfHAKO B OOMbLUMHCTBE C/ly4aeB
B K&XAOM LMK/ie OBY/NNPYET TOJIbKO OAWH, Hanbosiee nNpogsuHy-
Tblil B PasBUTUM LOMWHAHTHbIA QONANKYA, TOrAa Kak OOLMUTbI
B OCTa/IbHbIX (DOMNMKYNax, BCTYNUBLUME B MEPUOL CO3peBaHus,
MpeKpaLalT pasBUTHE U NOABEPralTCca aTpesnn.

PocT 1 cospeBaHuWe (ONNMKYNOB C HaxXOAAWMMUCA B HUX
oOoLMTaMM HaxofAaATcAa Nof ropMOHasibHbIM KOHTPONEM Kak Cco
CTOPOHbI rnnodusa (PoNAMKYNOCTUMYANPYIOWMNIA FTOPMOH -
®CI, noTeoTponHblin ropMmoH —/J1IMN) n runoTanamyca (Nponak-
TWUH - TOHALOTPOMWH - PEN3NHT TOPMOH), TaK 1 CaMoro ANYHK-
Ka (3cTporeHsl —ropMOHbI PO/TMKYIAPHLIX K/ETOK, nporecte-
POH —TOPMOH >XenToro Tena). Mpu 3TOM Nepuog pocTa 00LUTOB,
0C06eHHO nepuof 6bICTPOro pocTa, KOHTPONMPYETCA NPenMy-
wectseHHo ®CIT, a nepuopg cospesanuns - JII. NMpumepHo 3a cyT-
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a) 6)
Ny6eptar 3x1050o0umTtoB {12-50 ner)
3-it mecsy, o
MUTO3bI 14 prent
nepsble MUTO3bl
4-ih mecs,
[10 3UrOTEHbI MeTagasa I 1 nonspho*
yachbl |
5-ii mecsiy, 6x10sooumTOB
OBynauna

7-ii mecsiy,

A0 ANNNOTEeHbI onnoaoTBOpeHWe perenepauyus
NONAPHBIX
Teney

NSITD®IX 0T

9-ih mecsiy,
TONbKO AMKTMOTEHA

PoxxgeHue 1,2x10' oounTos
(60NbLWMHCTBO N3 HUX AereHepupytoT)

Puc. 2.3. LiuToreHeTnueckme N BpeMeHHble XapakTepucTukn npodassbl Meiiosa y
NM0JOB XEHCKOro Mofia U CTaguil co3peBaHus ALLEKNeToK Nocae MosoBoro
co3peBaHus.

KU [0 0BynaumM, T.e. 40 paspbiBa ["paadoBa ny3bipbka M BbIXOAA
oouuTa, 0TMevaeTcs Nk nogbema JIr.

KoHTponupytowme MexaHn3mbl 00reHesa i 0CO6eHHOCTM rop-
MOHa/IbHOI pPerynaummn atoro npouecca NoApobHO pacCMOTPEHBI
B paje 06CTOATENbHbIX MOHOrpaduii u 063opos (AbibaH A.M.,
bapaHos B.C., 1977; Kypuno J1.®., 1980; Kurilo L.F., 1981; ObI-
6aH A.M., 1988; HuknTuH A.N., Bopobbesa O.A., 1988).

2.2. ONNOAOTBOPEHUE (24 v)

KynbMWHAUMOHHBIM MOMEHTOM 3aPOXAEHWA HOBOMN XWU3HU
ABNSAETCA BCTPEYA MYXCKMX U XEHCKNX raMer.

MpumepHO yepes CyTKWM MOCNe NOAbeEMA B KPOBMW XEHLUMHbI
ypoBHA JII oTMeuaeTca HabyxaHue U pa3pblB «3apOAbILLEBOrO ny-
3blpbka» (a4pa oouuTa), BO30OHOBNSETCA Meiio3, oThenserTcs 1-e
nonsipHoe Tenblie. Bo Bpems 0BynALMM NPOMCXOANT paspbls pa-
ahoBa Ny3blpbKa, ¥ 00UUT Ha cTaguu meTadasbl |1, OKPY>XXEHHBbI
«ly4MCTbIM BeHLOM» (corona radiata) M3 rpaHynesHbIX KNeToK fid-
LeHocHoro 6yropka (cumulus), nonagaet B amnynspHYK 4acTb
AlLeBoaa, rae 06bI4YHO M NPOUCXOANUT OMnoaoTBOpeHMe. CobeT-
BeHHble 060/104KM OBY/MPOBaBLUEl AWLEKNETKN MpeacTaBfeHbl



OCHOBbI NPO3MBPUOHANIBHOTO 1 AMOGPUOHA/ILHOTO Pa3BUTUS YeroBeKa 37

6necTAweii o6ono4koii (zona pellucida) » nnasmaruyeckoi (BUTen-
NNHOBOW) MembpaHoiA, HemoCpeACTBEHHO MpUeXaLleli K oonnas-
me (puc. 2.2, B). bnectawasa 060/104Ka UMeeT NPeENMyLLECTBEHHO
MYyKONOAncaxapuaHyo Npupoay v ABASeTCA NMPOLYKTOM Kak ca-
MO0 0O0LMTa, TakK 1 NUTAOLWMUX ero hoNMKYNAPHbIX KNeTok. Ee
Ba)KHO 0COBEHHOCTBIO ABNAETCA HaMUMe 0CO6bIX 6eNKOB — Nn-
KonpoTenHoB ZP1, ZP2 n ZP3, 0TBETCTBEHHbIX 33 BUAOBYIO CMe-
LUMADUYHOCTb ONOA0TBOPEHUSA.

OByYNMPOBaBLUNIA 00LMT 6€3YCNOBHO SBNAETCS CaMOli KPYMHON
K/METKOI opraHuama. Ero guametp 6e3 6nectsweil 060104KM CO-
cTaBnseT 110-120 MKH, ¢ 6necTsileih 060104Koii —140-150 MKH.

CnepmaTo30oufbl NprobpeTatoT CNOCO6HOCTL K OM/I040TBOpPE-
HUIO TONbKO NOCMie HECKOIbKMX 4acoB MpebbiBaHUA B MOMOBbIX
NyTAX XXEHWMHbI. Bo Bpema uX NpoABMXKEHMS MO AliLeBofam
NPOMCXOAUT yAaNeHVe C Hapy>XHOM NnasmaTuyeckoi MemopaHsbi
3alNTHBIX 6eKOB, MyKOMoAucaxapuaos (B TOM Yucie —pakTo-
pa JekanaumMtaummn) 1 xonectepuHa. B pesynbTate aTux npouec-
COB, NOAYYMBLUMX Ha3BaHWEe peakuyn Kanauutauum, N3MeHseTcs
3NEKTPMNYECKMIA 3apaf HapY>XHOW MeMb6paHbl, ycunmeaeTca Mo-
TpebneHne KMCNOpoAa, BO3pacTaeT MOABMXKHOCTb CEPMaTO30U-
[0B. KanauuTtayms in vitro MOXeT ObITb Nony4yeHa nyTeM MHKy6a-
LMW B TeYEHNE HECKONbKMX YACOB OTMbITbIX OT CAN3K Cnepmarto-
301 0B B CO/IEBOM pacteope npu +37°C.

CuuTaeTcs, 4To in Vivo MECTO OMJIOAOTBOPEHNS B AliLeBOae
LOCTUTatOT TONbKO HECKO/IbKO CepMaTo30MgoB 13 06LLero ymcna
30-40 MANH. KNETOK B 04HOM 3akynate. CnepmaTosonisl MoryT
COXPaHATb CMOCOBHOCTb K OO0 TBOPEHNIO B TEYEHME HECKOMbKUX
[HeM, a No HEKOTOpPbIM HabMHAeHNAM —a0 1 Hefenw.

OCHOBHble 6ronormyeckne 6apbepbl Ha NyTM NPOHWKHOBE-
HUA CNepMus B OBY/IMPOBABLUYIO ANLEKNETKY MNpeacTaBneHbl
KNeTKkaMy Ny4ynmcToro BeHua, 6nectawein (zona pellucida)
N NnasmMaTuyeckoii (BUTENNIMHOBO) 060/104KaMMN ANLEKNETKN
(puc. 2.2, B).

MpeoponeHne nyuncToro BeHua (corona radiata) gocruraercs
aKTUBHbIM [BUXEHMEM CaMOro CrepMaTo3onfa, a Takxe 3a Ccuer
pacTBOPEHUS W Pa3KMKEHUS MEXKIeTOYHOro MyKomosucaxa-
PVUAHOIO MaTpuKca rmanypoHnAasoil, BblAenseMol akpocomamu
normoéLInX crnepMues.

Mpoliga yepes corona radiata, cnepmaTo3ons BHavane Hecre-
Unuyeckn, a 3aTeM Cneuudpuyeckn cea3bIBaeTCs C NOBEPXHOC-
TbHO 6necTawen 060104kn. NpoNCXoLMT Tak HasbiBaeMasi «akpo-
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COMHasl peakuys»: B pesynbTaTe pa3pyLLeHNs Hapy>KHO aKpoCcoM-
HON Memb6paHbl cnepMus BbICBOOOXAaeTCcA Habop AUTUYECKMX
(hepMeHTOB (rManypoHungasa, akpo3uH, HelipamuHugasa), KoTo-
pble 1 obecrneymBaloT MeHeTpauno 6recTawein 060/104KK
(puc. 2.2, B). O6Ww,aa NPOAOHKNTEILHOCTb AKPOCOMHOI peakLmm
cocTasngeT 10—15 MuUH. ECTeCTBEHHO, YTO NpeososieHne 6ecTs-
Wweli 060104k, ABAAIOLWENCA Hanbonee cepbe3HbIM ECTECTBEH-
HbiM 6GapbepoM, TpebyeT M3HaYaNbHO HaIUUYUA MHTAKTHOW HOP-
Ma/lbHOW akpocombl. CnepmaTo30uAbl C HENPaBWbHON hopMOli
rO/IOBKU UMW C HapYLUEHHOW aKpOCOMOIi He CMOCO6HbI K eCTecT-
BEHHOMY OM/I040TBOPEHNIO.

Mpoiiga Yepe3 GnecTAwyo 060/104Ky, CnepMaTo30Mf, CBS3bI-
BaeTCA CBOEN MOCTaKPOCOMasbHON 06/1acTbio (3KBATOPMA/bHbLIM
CErMeHTOM) C MUKpOWUIaMeHTaMu BUTENIMHOBOK 060104KHK
N MOrPY>XaeTcs BHYTPb 00Maa3Mbl MyTEM MMHOLMTO3a, T.e. 6e3
paspyLleHns LeIOCTHOCTY Hapy)>XKHO MeMOpaHbl SALEKNETKN.

MpucoeguHeHne cnepMaTo3omaa K naasmaTnyeckoin MembpaHe
COMPOBOXJAETCA CMIOXHON OTBETHOW peakuuein ALeKneTkn, no-
NyuMBLUE Ha3BaHWE «KOPTUKabHOW PeakLymn» NN «peakummn akTm-
Bauum». [ogo6HO BONHE OHAa pacnpocTpaHseTcs No MOBEPXHOCT-
HOMY CNO0 ANLEKNETKN OT MecTa NPOHNKHOBEHWUSA MEPBOTO Crep-
maTosouga. Ee Hauyano 3HaMeHyeTCsi /I0Ka/ilbHbIM MOBbILIEHUEM
KOHLeHTpauuyn noHos Ca+; KOTOpOe CTUMY/MPYET pacnaj Haxo-
OALWMXCA B KOPTMKaIbHOM C/I0€ 00M/ia3Mbl SIM30COMOMOL06HbIX
CTPYKTYP —KOPTUKa/bHbIX FpaHy/, COAePXKMMOe KOTOpPbIX (MpoTem-
Ha3bl, NepoKcMAasbl, HelpaMmHngasa) 6bICTPO LOCTUTAET CHavana
nna3MaTuyeckoi, 3aTteM v 6necTauweli obonoyek. Mpu 3TOM Npo-
NCXOAWT COKpaLlleHMe KOPTUKaNbHOrO C/I0A 00M1a3Mbl, B pesy/ib-
Tate Mexay 6necTawein n nnasmaTnyeckoir 060104KamMu NOABAA-
eTCs NepuBUTENIMHOBOE MPOCTPaHCTBO. B camoii GnecTsawiein 06o-
Nnoyke HabnoaaeTcs ObICTPOE paspyLUeHne peLenTOpPHbIX FUKOM-
pOTeVMHOB ZP3, UTO fjenaeT HEBO3MOXXHbIM MPUKPEN/IEHNEe U NPo-
HWKHOBEHME B ANLEKNETKY Apyrux cnepmaro3ongos (610K nonu-
crnepmnn). Peakuus akTuBaLMv NpUBOANT K CHATUIO MEOTUYECKO-
ro 6510Ka, 6bICTPOMY 3aBEPLLEHMNIO ANLIEKTETKON 2-ro AeneHns co-
3peBaHns U OTAENeHNIO B NEPUBUTENNIMHOBOE NPOCTPAHCTBO 2-T0
HanpaBWTeNbHOrO MOJSIAPHOro Tenbua. onoBka cnepMmus, nonae-
as B 0oOMnasMy B pesy/bTaTe OMI0AO0TBOPEHMSA, U OCTaBLUMIACA
nocse 2-ro MeioTUYECKOTr 0 AeNeHNs CO3pPeBaHNs raniongHblin Ha-
60p XPOMOCOM ANLLEKNETKM TPaHCHOPMUPYIOTCH, COOTBETCTBEHHO,
B MY>XCKOW M >XEHCKMI NpoHyKneycbl. ONnogoTBOpeHWe, Npofon-



OCHOBbI NPO3MGPYOHA/ILHOTO 1 AMGPVOHABHOTO Pa3BUTUSI YerioBeKa 39

YKNTEIbHOCTb KOTOPOro He NpeBbIWaeT 24 y, 3aBepLueHo. HaunHa-
eTca MHAMBUAYabHOE Pa3BUTME HOBOTO OpPraHM3Ma.

2.3. JOUMMNAHTALMOHHbIA MEPVOA (1-6 a.p./1 H.6.)

JovmnnaHTauMoHHOe pa3BUTHE Y YeNloBeKa 3aHMMAET B Cpej-
HEM OKO0/0 6-7 gHeid. doTorpadgum 3apogbiLleid YenoBeka gonM-
NNaHTaLMOHHbLIX CTaguii pa3BuTus (OT 3UrOTbl 4O 6/1aCTOLNCTDI)
npriBefieHbl Ha pUcyHke 2.4.

CO6CTBEHHO pa3BMTHMeE 3apofbllla HAauMHAeTCs C (hopMMpoBa-
HUS MY>XCKOTO W >KEHCKOro MpoHykneycos. [py 3TOM MYXKCKOW
MPOHYKeYyC (hOpMUPYeTCA HECKO/BbKO paHbLUe XeHCKoro (8 4 no-
Cne onnofoTBopeHuns). JleKkoHAeHcaLms ero XpoMoCOM BbipaxeHa

Puc. 2.4. Mpuxn3HeHHble GoTorpadmu 3apoablLeli YenoBeka fOMMMaHTaLNOH-
HOro nepuofa passuTus. ®asoBblii KOHTpacT. YB. 10x20:

1—saiiuekneTka, 2 —2 6nactomepa, 3 —4 6nactomepa, 4 —8 61acTomMepoB, 5—mMopy-
na, 6 —koMnakTu3npyoLas mopyna, 7—bnacrouuncTa, 8 —«BblnymnneHne» 6nacTo-
LMCTbI M3 bnecTsaweit o6onoyku. (JTlobesHo NpegocTasneHbl 4.M.H. B.C.Kopcakom.)
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Puc. 2.5. MpuxunsHeHHble GoTorpadmy 3apopllleil YenoBeka Ha CTagum 3uroThl
(A) n Ha cTaguu 6nactouucTsl (B):

| - 6necTawas 060104Ka, 2 - NEPUBUTENIMHOBOE MPOCTPAHCTBO, 3 —MPOHYKNeY-
cbl, 4- cnepmarto3omugbl, 5- Tpogobnact, 6 - aM6pno6nacT (BHyTPeHHss KNeTou-
Has macca), 7 - 6nactouens. (J/llo6e3Ho npepocTasneHbl A.M.H. B.C.Kopcakom.)

B 60/IbLLUEN CTEMEHM, YEM XXEHCKOr0. B pesynbTare pasmMepbl MyX-
CKOTO MPOHYKJ/IeyCa HeCKOJIbKO MPeBOCXOAAT TaKOBbIE Y )KEHCKO-
ro. ®opmMmpoBaHue 0601X NPOHYKeYyCOB 3aBepLuaeTca yepes 12y
nocne onnogoteopeHus (puc. 2.5, A). ¥>xe yepes 9 4 B 060mx npo-
HyKneycax HaynmHaetcd cuHTes AHK, T.e. npoucxognt pennvka-
uma xpomocom. Yepes 20 4 ob6a NpOHyKneyca BCTpeyvaroTcs npu-
MepHO B LIEHTpe 00M1a3Mbl. XPOMOCOMbI KOHAEHCUPYIOTCS U NpK-
6nu3mnTensHO Yepes 30 Y nocsie onioL0TBOPeHWS, KOraa pacTBops-
l0TCA AfepHble 060104KN, XPOMOCOMHBIA MaTepuan 060Mx npo-
HYK/eYCOB 06beIMHAETCA B O4HON MeTaga3HOM NNacTUHKe (cuH-
ramus). Hactynaet 1-e geneHue gpobneHuns (puc. 2.4, 2). Lanb-
Helilwne fgeneHns Apo6neHns NPoUCXoaaT NPUMEPHO Kaxable 18
4yacoB, MPUYEM YXe CO CTaaumn 2 6nactomepos (puUc. 2.4, 2) oTme-
4aeTca HeKoTopas ACWHXPOHHOCTb puUTMa APO6MEeHNUA pasHbIX
6nacTomepoB. B TeueHue 3 nepBbIxX AeNneHniA apobneHuns Bee bnac-
TOMepbl UMEIT OKPYIyt (opMy, MAEHTUYHbLI N0 CBOel MOpPgO-
NOTMM N POCTOBLIM NOTEHUMAM. Ha ctaguu mopynbi (3—5-i1 gHK
passutus) (puc. 2.4, 5, 6) 3apofbill cocTouT U3 8-16 Gractome-
pOB, HaYMHAETCH npouecc KomnakTusauuu, COMPOBOXAAIOLLNIACA
nonsapm3ayueii 6nactomepos. Mpu aToM 61acTOMEPbI, pacnono-
XXEHHbIe CHapy>Xu, NpMo6peTaloT CBOMNCTBA ANUTENNATbHbIX Kie-
TOK, MeXJy HUMU BO3HUKAIOT TECHble MEXK/NeTOYHble KOHTaKThI
(Becmocombl), @ BHYTPWU 3apofbllla HayuMHaeT HaKanInmsaTbCs
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XMAKOCTb. Tak yepes 4,5-5 gHei nocne oniof0TBOPEHNSA BO3HU-
KaeT 6r1actoumcTa - HebONbLUOWA My3bIPeK, 3amOfHEHHbIA Xnjg-
KOCTbO, CTEHKA €€ COCTOUT U3 O4HOIO CNOS KPYMHbIX KNeTOK TPO-
(hobnacta, U3HYTPU K KOTOPOMY B OHOM MECTe NPUMEXUT Hebosb-
LLasA rpyrna KieTok ambprobiacta (BHYTPEHHSS KNETOYHasA Macca —
BKM) (puc. 2.4, 7, puc. 2.5, B). ObLyee Yncno KNeToK Ha 3Tol
CTaamun cTaHoBmMTCA 60nee 60.

Knetkn Tpocobnacta (TpotakToLepMbl) HaYMHAKOT aKTUBHO
CUHTE3NPOBaTb FTOPMOH —XOpWa/bHbIA FOHafOTPONMH (TECT Ha
6epeMeHHOCTb!), a TakXke pasinyHble NU3MpyoLLe PepMeHTbI.
OHK npuobpeTatoT MHBA3MBHbIE CBOICTBa, 0becneynBas rUCTU-
OTPO(hHOE NMUTaHKe 3apoAbIlla 1 NPOLECC MMNAaHTaLuUN.

Knetkn BKM akTVBHO pa3smMHOXalTCA M MpU JasibHeiLem
pasBMTUN JAlOT Ha4yano BCEM TKaHAM COOCTBEHHO 3MG6pPMOHa,
aTaKkKe ero BHe3apo/blLIeBbIM YaCcTAM (XOPUOH, NnaueHTa, Xen-
TOYHbI/ MELUOK, annaHTouc, aMHUOH).

B xoge Apo6neHuns 3apofblll NPOABUTaeTCs MO MaTOYHON Tpy-
6e B HanpaBneHNy MaTKM Kak 3a cHeT TOKa XXMAKOCTH, TaK BCea-
CTBME MEPUCTANbTUUYECKMNX COKPALLEHWU MYCKynaTypbl 1 LBUXeE-
HWS aNUTENNaNbHbIX pecHNYeK. Ha 5—6-i AeHb 3apoAblll Ha CTa-
Auy 6nacToumCTbl NoNagaeT B MaTky.

B 3aknoyeHWe OTMETUM, YTO MepBble AeneHus Apo6/eHus
OCYLLECTBAAIOTCA 3@ CYET FEeHEeTUYECKON MHopmMaLumn, Hakorm-
NIEHHOW 00UMTOM eLle B MEPUOA OOreHesa. 3apojbiLll Yenoseka 06-
NafiaeT [OCTaTO4YHbIM 3anacoM roToBbIX 6e/1K0B, prOOHYKNEoNpo-
TENHOBbIX KOMIMIEKCOB, HEOOXOAMMbIX AN CUHTE3a HOBbIX Ge/KoB,
a TaKkKe NUTaTeNbHbIX BELLECTB WM 3HEPre TUUECKMX PECYPCOB,
4yT06bl MOMHOCTBIO 06eCNEYNTb Haua/bHble 3Tarbl IM6pUoreHesa.
CuHTe3 6en1KOB, HEOOXOANMbIX Ha 3TOW CTaguu, NMPOUCXOAUT Ha
maTpuuax PHK, cnHTe3npoBaHHbIX eLle B 00reHese, T.e. Ha Xpo-
mMocomax oouuTta. OTcroaa ee Ha3BaHue MatepuHckaa PHK. Mepe-
KMKYeHe UHAVBUAYANbHOW FeHeTMYecKol Nporpammsl ¢ Mate-
puHckoii PHK Ha reHom camoro 3apojbllla nponcxoguT nocre-
neHHo. CumMTaeTcs, UYTO Y 3apojbllla YenoBeka 3TOT NPoLecc Ha-
YMHAEeTCHA TOMbKO CO CTagum 4—8 61acTOMEpPOB, T.e. HECKOJbKO
no3xe, 4eM y nabopaTopHbIX Mbllweit (2 6nactomepa).

2.4. UMNNAHTALMS Y PAHHEE NMOCTUMIIAHTALIVIOH-
HOE PA3BUTUE (7-20 4.p./3-4 H.6.)
SapO,qblLlJVl YyenoBeka BO BpeMA MMNNaHTaununm U B TeYeHue
paHHEro noctuMmnaaHTayMoOHHOro nepuoga no MHOrMM nNpuyn-
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HaM Mano AOCTYMHbl 418 NPAMOro uccnefoaHusa. OTYacTu aTo
06YyC/OB/EHO TEM, YTO B BONbLUMHCTBE CNY4aEB XEHLLMHA eLLe He
0CBelOM/IeHa 0 Hanuuuu 6epeMeHHocTU. OTCYTCTBYIOT 6e3onac-
Hble 4NA NIoja WHBa3VBHbIE MeTOAbl MPVXKU3HEHHOIO Monyye-
HuUA MaTepuana, a maTepyan MefuLMHCKUX abopToB KpaiiHe pes-
KO MpuUrofeH ans mMop{onornyeckmx uccnegoBaHuii. Bosmox-
HOCTW NPSMOro YNbTPa3BYKOBOIr0 CKAHUPOBAHUS, AaXe C UCMOSib-
30BaHMEM Y3 annapaToB BbICOKOTO pa3peLleHuns, He rno3sonsoT
nccnefoBaTb TOHKYHO MOP(ONOrMI0 pasBMBalOLLErocs 3apoibllla
BBUAY ero He6o/ibLWNX pasMepos. Mo3TOMYy NpuBeAeHHbIEe CBeje-
HUS OCHOBAHbI, rNaBHbIM 06pa3oM, Ha pe3ysbTatax U3yyeHus
YHUKANbHbIX CAy4aeB, [aHHbIX CPaBHUTENbHOW 3mb6puonoruun
BbICLUMX MPUMATOB W NPAMbIX BU3YyanbHbIX HaOMO4EHNAX, Bbl-
MOMIHEHHbIX C NOMOLLbIO Y3 annapaTa yXe B paHHEM MoCTUMI-
NaHTaLUWOHHOM Mepuoge.

[JocTUrHyB MaTKu, 3apojplLll BbIXOAMT U3 6necTsuleii 060104-
Kun. Mpouecc «BbUTYMIeHNs» (Ha3biBAEMbIA TaKXKe «X3TUMHIOM»)
MPOMCXOAMT 3a CUET aKTUBHOIO ABMXeHUs (nynbcauumn) camoro
3apofbllla, TaK 1 3a CYeT AeliCTBUA NMTUYECKUX (DePMEHTOB, Bbl-
fLensembIX KneTkamy Tpodpaktogepmsl (puc. 2.4, 8). K MOMEHTY
MMMNaHTauum Habyxwas cnusucTas MaTkum HaxoguTca B (hase
CeKpeLuun: aNUTEeNNA MaTOYHbIX XeNe3 BblgenseT rANKOreH, my-
LIWH, CManoBble KUCNOTbI, rMCTaMUH. CUbHO PasBuT feungyans-
HbI CNO 3HAOMETPUA, 0COGEHHO B MeCcTe MMMAaHTaLMmn 3apo-
Ablwa. Knetkn Tpodhobnacta BCTYNalOT B HEMNOCPEACTBEHHbIN
KOHTaKT C K/IeTKamMmy CAN3NCTOM 060/104KN MATKU M C MOMOLLbHO
NNTNYECKNX (hepMEHTOB paspyLUlatoT BHauane anuTenuii, a 3atem
M HECKO/MIbKO MOAnexalinx cfioeB JAelunayanbHblX KAeTok
(puc. 2.6). MNocTeneHHO 3apofblll OKa3blBAETCA MOAHOCTLIO MO-
rPY>KEHHbIM B 3HAOMETPUI CTEHKM MaTKW. [akoi TMn umnnaHTa-
LMW Ha3blBAETCA MHTEPCTULMANBbHBIM. TPOJOMKUTENBHOCTD UM-
nnaHTauuMy YesioBeka 0T MOMeHTa NPUKPEN/IEHNs NI0AHOTO ALa
K CTEHKE MaTKW [0 ero rnosHoro Morpy><keHnsi B 3HAOMEeTPUiA Co-
CTaBsnAeT 0Koso 40 u.

Cam npouecc umnaaHTauum TpebyeT CTPOroii CMHXPOHM3a-
LMW NporpaMmbl pasBUTUA 3apofblllia U CTEHKN MaTKW, perynu-
PyemMoii C MOMOLLbID MOMIOBBIX FOPMOHOB. J106Oble HapyLleHUs
B CAMOM 3apofbllle WK CBA3aHHble C AedeKTamu 3HAOMETpUs,
a TaKkKe C AeCUMHXPOHM3aLMeil pUTMOB pa3BUTUS 3apofbllia
N CTEHKN MaTKY HEMWHYEMO BEefyT K HapyLUeHUI0 UMMNIaHTauum
W npepbiBaHWO 6epeMeHHOCTW. TlocnefHee MOXET HacTynaTb
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Puc. 2.6. UmnnaHTupyowasca 6nactoyncra Yenoseka. 7,5 CyToK BHYTpUYyTpO6-
Horo passuTus (no MepTury n Pokky, 1945):

/ _ 3HTOfEpPMa, 2 - HapyXHbIli CNoiA 3apoAbILLEBOTO WUTKA (MepBUYHAS 3KTOAEp-
Ma), 3 - amMHMOTMYecKas MonocTb, 4 - TpogakTogepma, 5 - BHesapojbllleBas
3HTOAepMa, 6 —paspacTatoLuiics Tpotho6iacT B CIM3UCTON MaTKK, 7—pereHepu-
pylowmii anuTennii MaTku, 8 - MaTOuHas KpunTa, 9 - COeAMHUTENbHAs TKaHb
MaTKM.

CTO/b PaHO, YTO 3a4acCTyH0 He Y/aBAMBAETCA AaXe CaMOW XeHL -
HOW. He cny4aliHO MMEHHO C NPOLLECCOM MMMNAaHTaLmMm, cornac-
HO TEOPUN N3BECTHOr0 OTEYECTBEHHOr0 3Mbpurosiora npogeccopa
M.I.CBeTnoBa, CBA3bLIBAIOT nepebiii KpuTUYECKKUi nepuog Pa3BUTUA
3apopfblLla yenoseka (Ceetnos IM.I., 1960).

[na ambpuroreHesa yenoBeka xapakTepHO OYeHb paHHee 06-
0c06/1eHNe NPOBU30PHBIX OPraHoB. Y>ke BO BPeMs MMMNaHTaLmm
BO3HMKAaEeT BHe3apoAblLLeBas Me30AepmMa, BbICTUNAOLWAsA NONoCTb
6nactoumncTtel M y4yacTBYlOLLAA B O6pa3OBaHVII/I xopuoHa. MHoro-
YMCNEHHbIE BOPCUHKN XOPMOHA MOKPbIBAKOT NOBEPXHOCTbL MNOA-
HOro ANLa 1 rNy6oKo NMPOHUKAKOT B TO/LLY CTEHKW, paspyLuas co-
Cyfibl 3HAOMeTpUA. ITO BEAET K MOSAB/IEHUIO NIAKYH C MaTepuH-
CKOW KPOBbIO, B KOTOPbIX MaBatoT TPO(o6acTUUeCKne TAXKM,
o6pa3y+ou.|,v|e nepsuuHble BopcuHku. C UX MOSABNEHMEM 3apOAbILL
Ha3bIBalOT nnogHbiM Nysbipem. BpacTtaHue B TpoobnacTnyeckme
TSXKM BHE3apOblLLeBO Me304epMbl MPUBOAMT K 00pa30oBaHMio
BTOpMUHbIX BopcuH (13—14-ii 4.p.) (cm. puc. 2.14). KneTkn Hapyx-
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Mopyna Bnactouucra 2-CNoiiHbIi 3-CnoliHbIii CTpyKTypbl
(32knetkn) (64 knetku) 3IM6PUOH 3MOPUOH
CuHunTHoTpOtho6nacT BopcuHyartslit
Tpodobnact Lmrorpoobract XOpUOH/
nnaueHTa
Me3sozepmanbHas
cTpoma
3KcrpaambpuoHanbHas XopuoH
" Me3ofiepMa
OmbpuoHanbHas 3mbpuroHanbHaa”™
X aKTOZlepMa aKTOZlepMa 3apoppilu
Mopyna 3nménact | (3auaTkm BCex
(nepBuyHas 4- OMBpUoHanbHasa OmbpuroHanbHas » OpraHoB
p aktomepma) \ 3HTOAEpMa mesoaepma TKaHeit)
3mbproHanbHas
HTOfepMa -Y
BHyTpeHHaAs AMHNOTUYECKaA AMHUOH
KneTouHas aKTOAlepMa
macca o
AYN36NacT AKCTpamMBproHabHA?  SHTOAEPMA XENTouHoro  YKeTOYHbINA
(nepBuyHas dHTOAEPMA MeLLKa MELLIOK
3HTOZEpMa) ~
60 yvac 96 vac 5cyT. 7—13 cyT. ¢ 1l4cyT. 1 no3sxe

Puc. 2.7. Cxema pa3sutns u fudhepeHUnpoBKN 3M6PMOHA YeNoBeKa Ha PaHHUX
cTagusx passutusa (no Crane, Cheung, 1988; AbibaH, 1988).

Horo cnos Tpodob6iacta 06pasytoT CUHUMTUIA, a BHYTPEHHWIA
CNoii —npeacTaBieH KaMbrasibHbIMM KIETKaMK LMToTpoob1acTa
(kneTku JlaHrxaHca). VIMeHHO 3TW KNeTKu, AIMTeNbHOe BPeMS CO-
XpaHAKLMe MUTOTUYECKYIO aKTUBHOCTb, MCNOMb3YIOTCA 415 LK-
TOreHeTUYEeCKOro aHann3a npm Heo6xoAMMOCTU KapuoTUnMpoBa-
HMA 3apofbiwa (cm. rnasy X).

Takmm 06pas3om, y YesioBeKa pa3BUTME XOPMOHA CYLLLECTBEHHO
onepexxaeT pasBuTMe MPOM3BOAHbLIX 3Mbpuobnacta. bonee Toro,
[0 OnpejeneHHOR CTeneHNn OHO NPOUCXOAWT aBTOHOMHO, T.e. He
3aBMCUT OT PasBMTKSA CaMOro 3apofbilla. X0opoLwo N3BECTHO, YTO
BOPCMHKM XOPUOHA MOTYT 0CTaBaTbCsA B MaTKe >XXM3HeCnoCO6HbI-
MW B TeYeHME HECKOJSIbKWUX Hefenb nocne pe3opbunm camoro 3a-
pogbiwa (AbibaH A.M., 1959). MMeHHO Ha Taknx abopTUBHLIX
nnogHbIx nysbipax («blighted ova»), 3a4acTylo NMLWEHHBLIX 3apo-
OblWel UK CoAepXallnx UX MauepmpoBaHHble OCTaTKW, [0 He-
[aBHEro BpemMeHun n 6blia NonyyeHa BCA OCHOBHAA MH(opMaLmus
0 B/IMSHUM XPOMOCOMHOr0 AucbanaHca Ha aMb6puoreHes yenose-
Ka. 310 Tem 60nee NPMCKOPOHO, YTO Ha 3TUX CTaAWsAX Pa3BMTUA
fedeKTbl HacNeCTBEHHOrO annapara, B TOM YWC/E Y XPOMOCOM-
Hble abeppauuun, MPOABAAIOTCA OCOOGEHHO 4YacTO M NPUBOAAT
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Puc. 2.8. UmnnaHTupytowmiics 3apofbliil Yenoseka 14-ro (A) u 15-ro jHeii pa3Bu-
Tus (B) (no KHoppe, 1967):

1- nepBuYHas akTofepMa (Hapy>XHbliA CNON 3apofbILLEBOro LWMTKa, AHO aMHWO-
TUYECKOW NONOCTM), 2 —3KTOAepMa aMHWOHa, 3 —3aM6prOHanbHas aHToAepMa
(BHYTPEHHWIA CNOVA 3apO/bILLEBOTO WNTKA, KPbILLa XXEeNTOYHOr0o MeLLKa), 4 - Xen-
TOYHas 3HTOAepmMa, 5 —a3K3ouenom, 6 — BHe3apojbllwesas Mesogepma, 7. H
unToTpotobnact, 9 —nnasmoamoTpodobnact, 10 —nakyHbl C MaTePUHCKON Kpo-
Bbl0, 11 — aMHMOTUYECKad MONOCTb, 12 —MO/OCTb KENTOYHOro Mellka, 13 —
aMHMOTHYeCcKas HOXKa (3a4aToK annaHTouca).
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CxemMa nocTagumnHOro asM6pnoHanbHOro pasBuTusa Yenoseka,
(Jones K.L. «Smith’s recognizable patterns of malformation»

Cpok, [nuHa, Craguna O6wuit Bug, UHC nasa Yum
[IHK MM

4 3
7-12 0,1 5
19 1 1X MepepHas
ronoBHas
cKnagka 4
i
. Popmu- jfr Cnyxosa
24 2 X Wngaru  posarie f .. nnakoga.”' Al
PaHHMe Hauna " FnasHoro* il
COMUTBI . HepeHOM  H | Toena Ty ) -
AN Kunw ka™n Tpy6KM
JVAnnantonc 3
30 4 Xl 3aKpbITHe Hep- E;mic,:;aﬂ
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comMUTOB Pom6oLiedanoH e A W
Me3eHueanoH nnyaKo,qbl bl w
Mpo3seHuedanoH
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VIII, X
” 7 XIV MHBaruHauyus CnyxoBoit
]
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(( Me3eHLetanb-
HOrO 1 LWeiiHoro [
n3rn6os
38 1 XVI OTgeneHve xpy-  SHgonumdatn
basanbHas CTaNMKa, MUrMeH-  YecKni MELoK
nnacTnHa Talns CeTyaTKN  HapyXHblii cy
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24 17 XVIII BonokHa xpycra-
O0HETENbHbIE UK, MUrpauns
1 KO@MLbl KNETOK CeTyaTKu
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T0/10BHOT0O
Mo3ra
ManongHble

cocyap!
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raenbHbiX 3a4aTKOB M OpraHoB
thed. W.B.Saunders Co, Philadelphia, London,Toronto 1997, 857p)
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Tabnmua 2.3

[Apyroe

Bnactouucra,
cocToAwan n3
58 kneTok

AMHWOH
AHrnobnacTtbl
XopnoHuye-
CKWiA roHago-
TponuH

MepBnyHas
nonocka
Xopaa
MepBUYHbIE
KNeTKN KpoBM B
XENTOYHOM
MelLLKe

YKenTouHbIiA
MELLIOK 60NbLue,
YemM aMHUOTUYe-
cKui

Mosrosoe

ecTBO 1

a

MOYEYHNKOB
JI@vihaTnyeckas
Tema

[=)

MepBuYHbIE
MbILLILLbI
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Cpok, [OnnHa,
OHN MM
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Yuwm

>

Ynutka
CnyxoBoii Hep
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Monywapus MO3Ma. y/erayopKa xpyCTaNMKa Ha

BopoHka
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OG6oHATENbHbIE
[onu, TBepAas u
MArKasi MO3roBble

060/104KM

CnUHHOIA Mo3r

Mo3sxeuok
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NoACHMYHOE
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LinnnapHoe Teno
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CetyaTka

dopmMupoBaHmMe 0cK 3peHns
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Tabnuua 2.3 (OKOH4YaHue)

Nvyo KoHeu- CeppeuHo-  XKenypgou-  [pixaTens- Moueno- [Opyroe
HOCTU cocyguctas  HO-Kuwey- Hast nosas
cucrema HbIA TpakT cuctema cuctema

VcuesHosenne  O6pasoBaHue CoefinHe-
XPALLEBbIX BTOPUYHOI Hue cobu-
neperopofok  Neperopogku paTenbHbIX

Tpyboyek
1 Kny6oy-
KOB

®opmuposa- rnomepyn-  Cocyap
HU1e nneyesoit NAPHbIN ronoBHOro
Kocm annapat mo3ra
TecTuky-
nbl,
NHTEpCTH-
LmanbHble
KNeTKm

TBepgoe He6o

L1

[eHTansHas
nnacTnHka

MopabasbluHas
xenesa

[y6bl,

XpALLK

tav 1%

_ Konnare-
Cocouku Kpose HOBbIE
A3bIKa LLeKN HOCHblE

BO/IOKHA
cocyabl

3y6Hble
COCOYKU



SO nasa U

K MaccoBOW rnmbenn 3apofbllwlein, KoTopas HepeaKo BOCMPUHUMa-
eTCA CaMMMM XKEHLLMHAMMN KaK HapyLleHWe puTMa MeHCTpyasb-
HOMO LMKNA.

Bo BpeMs MMnnaHTaLMm 1 paHHEro NOCTUMMNAaHTALUOHHOTO
neprofa NpoMcXogaT KapAuHaibHble CO6bITUA M B CAMOM 3apo-
Obllwe. 3Tanbl pa3sBUTUA 3apofbllla YenoBeka 1 Nyt andhepeH-
LMPOBKM 3MOBPUOHASbHBIX TKaHEN Ha paHHUX CTaansax pasBuTus
npuBegeHbl Ha cxeme (cM. puc. 2.7). MyTem gensmuHaumn (pac-
C/I0eHVISA) BHYTPEHHEN KIETOUHOM MAcChl Ha 3KTOAEPMY U SHTOAEPMY
BHauanie obpasyeTcs 4BYXC/OMHbIN, a 3aTeM, nocnie GopMupoBa-
HWA MEPBUYHON NOSIOCKM 1 [TeH3eHOBCKOTO Y3e/1Ka, U TPeXCOoHbINA
(nosBnseTcA 3apofbilleBas Me304epma) 3apofblll, BO3HWMKAET
YKENTOUHbIA MELLIOK 1 aMHUOH, COOTBETCTBEHHO MOABAAIOTCA aM-
HUOTMYeCcKasa MONOCTb WM MOJOCTb >KE/NTOYHOro Mewka (CM.
puc. 2.8, A). M3 3agHero KoHLa KpbILLK XeNTOYHOr0 MeLLiKa Bpac-
TaeT B aMHUOTUYECKYIO HOXKY NPOAOAroBaThlil, Cneno OKaH4u-
BatOLLMIACA BbIPOCT —asiaHTomC. BmecTe ¢ OKpyXKatoLLeli ero Me-
3eHXUMOW 1 BpacTaloLWw MMy Ha 6051ee No3gHUX CTaansax ambpuore-
He3a cocyaMu OH MPUHUMAET y4yacTue B (hOPMMPOBAHUK MyrMo-
BMHbI. 3apofbllUN Ye/0BEKA BO BPEMA MMMaHTaLMM MOKa3aHbl
Ha pucyHke 2.8 (b).

Ha 9 -14-e cyTku 3apofblill 4yefnoBeKa npefcTaBfieH MOLLHO
pasBMTbIMU BHE3apOAbILLEBbIMU YacTAMM (TPOGho6acT, BHe3apo-
ObllieBas Me3eHXUMa, aMHUOH, XeNTOYHbIA MELOoK, aMHUOTK-
yeckas HOXKa) M NNLb ero HUYTOXHAA YacTb (AHO aMHMOTMYeC-
KOTO My3bIpa U KpblLlia XeTOYHOro ny3bipbka) NpeAcTaBiseT co-
601 maTepuan, U3 KOTOPOro No3gHee hOPMUPYETCA TENO 3aposbl-
wa. OCHOBHble MOP(ONOrMYecKne XapakTepucTUKM 3apofbllia
YyenoBeka B TeyeHMe MPO3IMOPMOHA/ILHOrO Mepuofa pasBUTUS
npueefeHbl B Tabnuue 2.1. OTMeTUM, YTO COrMaCHO Kiaccuyec-
KUM gaHHbiM WHcTuTyTa KapHern, [ONONHEHHBIM UCCNEA0BaHU-
AMKU 4ewckoro ambpuonora HO.Apacuka (Jirasek J.E., 1985),
thopmMmnpoBaHue NePBUYHON MOMOCKM NPOUCXOAMT Ha 15- 17-i1 g.p.
"naBHbIi 0CEBON opraH OyayLlero ckeneta - Xopaa, 3aknafbiBa-
eTca Ha 17-20-7 fg.p., TOrga >ke BO3HMKAEeT U 3a4aToK OygyLel
LLeHTPa/IbHOW HEepPBHOI CUCTEMbl —HePBHasA NIacTUHKa.

2.5. MEPNOJ, PAHHEIO (AKTWBHOIO) 1 MO3AHEIO

OPIAHOIEHE3A (20-60 f.p./5-12 H.6.)

CornacHo MOHATUAM KNacCUYecKol 3MOpPUONOrMM Havano
3TOro Mepuofa COOTBETCTBYET CTaAuM Helpynauum, T.e. mosse-
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HWUIO HEPBHOM NNACTUHKMW W 3aKnajKe OCEBOro KOMMJeKca opra-
HOB («ropusoHT» IX no Ctputepy). B 310 Bpemsi nponcxogat: o6 -
ocobneHne Tena 3apoAbllla 0T ero BHe3apo/bllieBblX vacTeli (1),
06pa3oBaHne HePBHbIX B/IMKOB U UX CMbIKaHWE B HEPBHYHO TPYOKY
(2) nosaBnAlTCA MNepBble COMWUTbLI, HAYMHAETCA CermMeHTauus
n guddepeHyMpoBka ocesoii mesogepmbl (3) (puc. 2.9, 2.12).
Moapo6bHO 3TW CNOXHble MOP(OreHeTUYECKME MpPOLEcChl pac-
CMOTPEHbI B CreluanbHbIX MOHOTpagmax u 063opax no smMmbpuo-
noruu v Tepartonoruu yenoseka (KHoppe AT, 1967, bogemap 4.,
1971; Jirasek J.E., 1985; Shepard Th.H., 1998).

Konuynko-TeMeHHble pa3Mepbl 3apofbilla B TEYEeHWE 3TOro
nepuoga ysenunumsatotca oT 1,5-2 go 30-40 mMm. BpemeHHble
napameTpbl NOSABAEHMNS PA3/IMYHBIX OPraHoB U HEKOTOPbLIE KX Xa-
PaKTEPUCTMKN NpuBeaeHbl B Tabnuue 2.1. BHelwHWii Bug 3apo-
Oblleli YenoBeka Ha NocnefoBaTeNbHbIX CTaAMAX PasBUTUA CO-
rnacHo Knaccugukaumm KapHeru npusegeH Ha pucyHke 2.10 (A,
b, B, IN.

YeTKUMUN KpUTEPUAMY Hayasia 3TOro nepmuoa ABnsatoTCs noss-
NeHue nepsblX COMUTOB U HEPBHOTO >Ke06Ka, BbISB/IAEMbIX C MO-
MOLLblO ¥3 annapaTa. Ye Ha X cTaguu passutusa (21-26-i gHu
nocne oBynauun/5-6-1 H.6.) onpegenstorca 1-12 nap cOMUTOB.
Nx umcno 6bicTpo HapacTaeT u yxe K XIlI ctagum (28—32-i
4 p/6—8-a H.6.) gocTuraet 21-29 nap. Pasmepbl N10AHOrO filua
coctasnatot 3-5 mm. K 30-my gHI0 HacumTbiBaeTcsa 30 nap comu-
TOB, ay 7-8-HefenbHOT0 3apoblila ux ctaHoBuTCa 43-44 napbl.
B cpegHem, B cyTku npubasnseTca no 2-3 comuTa. CermeHTauus
(MeTamepu3aLma) COMUTOB MPOUCXOAUT MOCTEMEHHO, B Hanpas-
NEHWW cnepean - Hasag, HaymHasa ¢ 3-i napbl. Pewatowlas ponb
B Mmpoueccax CerMeHTauuMm 1 BO3HUKHOBEHMUN NepPBUYHON MeTa-
Mepun Tena MpuUHaANeXUT 0COBOMY CEMENCTBY FeHOB - [EHOB
(PaKTOPOB TPAHCKPUMLMK, NOMYUYMUBLUMX HA3BaHME TOMEOBOKCHbLIX
reHoB (KopoukuH J1.U., 2002). N3 ueHTpaibHbIX KPYMHbIX YacTel
COMMWTOB - MWOTOMOB - Pa3BMBAETCA BCA CKENEeTHas MyCKy/aTypa
Tena, TOrga Kak u3 ux 6onee pbix/iblX NapHbIX Nepupepuyecknx
YYaCTKOB - OOKOBbIX NMACTUHOK (CraHXHOTOMOB) - 3a4aTKW Ka-
HanbLeB NepBMYHON (HE(POTOMBI), a TaKKe BTOPUYHOW MOYKH,
anuTennanbHble BbICTUAKN GPIOLLIHOW, NneBpanbHOW 1 Nepukap-
LManbHOM NONoCTeld, BCA rNafkas MycKynaTypa v 3a4aTok cepaua.
N3 gpyrux yacteil COMUTOB - CK/epoToMa (MeAvnoBeHTpanbHas
YacTb) 1 fepmaToma (Jopco-faTepasnbHas YacTb) pa3smnBaroTcs, Co-
OTBETCTBEHHO, OCEBOI CKeNeT 1 Koxa (puc. 2.9).
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Puc. 2.9. MocnegoBatenbHble NONepeYHble CPe3bl 3apo/bllleil YenoBeka Ha 8-i
(A, B) , IX (B) n X (I') ctaguax pa3sutus. ®opmuposaHue n guphepeHLnpoBKa
HepBHOW TPYOKM W TaHrNO3HON nnacTuHkK (no KHoppe, 1967). A - HepBHbIl
XenoboK W HepBHble Bannku; B —3amblKaHue Xenobka B TPyOKy W cpacTaHue
HepBHbIX BaNKOB; B —HepBHas Tpy6Ka, raHrimo3Has nnacTUHKa C BbICENAOLWN-
Muca Knetkamu; M —Havano gndoepeHLMpoBKN CIMHHOTO Mo3ra 1 opMupoBa-
HUS CNIUHANbHBIX FaHrINeB:

| —HepBHBbIN XeNno60K; 2 —HepBHbIe BaMKU; 3 —KOXHas 3KTofepMa; 4 —xopaa,
5 —wme3ofepMma (COMUTBI); 6 - raHrIMo3Has NNacTUHKa; 7 - HepBHas Tpy6ka; 8-*
Me3eHXMMa; 9 —3a4aToK CMUHHOro Mo3ra; 10 —3a4aToK CMUHANLHOTO raHrug;
11, 12- KOpewKu CMMHHOMO3roBbIX HepBoB, 13- aopTa; 14 - uenom.
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Puc. 2.10. BHewHnii Bug 3apogsiwweii yenoseka Ha XI11-X1V (A), XV-XVII (B),
XVI11-XX (B) n XX1-XXIII () cTagunsax pa3suTusa no knaccudukaumm KapHeru

(onucaHwue B TeKcTe).
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CMbIKaHue HepBHOM TPy6KMN HaunHaeTcs B OyayLleli LeldHOw
0651acTn 3apofblLlla 1 NOCTENeHHO PacnpoCTPaHsAeTCs B Kayhaslb-
HOM U KpaHuasbHOM HanpaBneHusax. Ha 6-i1 H.6. HepBHas Tpybka
MOMHOCTbLIO 3aKPbITa. Y>Ke Moc/e 3aKpbITUA NepPejHero u 3afHero
HeipornopoB (OTBEPCTUIA HEPBHOI TPYOKW) ee TO/TOBHOI KOHeL, 06-
pasyeT paclUMpeHuns, OTAeNeHHble APYr OT Apyra rneperopojka-
MW - MO3roBble Ny3bipu. BHavane (X1 ropusoHT CTputepa) nux Tpu,
3aTem nepegHWiA U 3a4HMIA NOAPa3LenstoTCa Kaxablii Ha aBa. Bos-
HMKaT 5Mo3roBbix ny3sipei (X1Vropm3oHT Ctputepa, 35—38-1i
4.p./9-10-5 H.6., pasmepbl naogHoro Aua - 11-13 mm). Mep-
BbIi M3 HMX faeT Hayano 60MblWOMY (KOHEYHOMY) MO3ry, BTO-
PO - NPOMEXYTOYHOMY, TPETUIA - CpeLHEMY, YeTBEPTbIA - MO3-
XEUKY W BapO/IMEBOMY MOCTY, NATbIA —MPOA0AroBaTOMY MO3ry
(puic. 2.11). BTopoii MO3roBoi ny3bipb 06pasyeT ABa NapHbIX Bbl-
pocTa —3a4aTku rnas. [nasHble Ny3bipu NosBAAOTCA yxe Ha Xl
cTaamun pa3sutus (Tabn. 2.1). BaxHasa ponb B AU epeHLUnpoBKe
MO3r0BbIX Ny3blpeil N B AanbHelilleM CTaHOBNEHUW W Pa3BUTUM
MO3ra 1 yepena NpUHaANeXmT Apyroi rpynne roMeoboKCHbIX re-
HoB —TeHam SOX.

Ha Toii e XI cTaguu B 061aCTV NPOMEXYTOUYHOIO MO3ra BO3-
HWKalOT NapHble BMAYMBAHUA — C/YXOBble M1aKogbl (3a4aTky
BHYTPEHHEro yxa). Mo 60okam 3agHei 4yacTu rofioBbl U Wen 3apo-
[bllla TaK Xe B BUAe NapHbIX BNAYMBAHUIA IKTO4EPMbl BO3HMKA-
0T nocnefoBaTeNlbHO YeTbipe Napbl XabepHbIX Leneid. HascTpeuy
MM B BMAE BbINAYMBAHWI CTEHKM NepeaHen KU KN obpasytoTcs 4
XabepHbIx kapMaHa. MpopbiBa )abepHbIX KapMaHOB B COOTBETCT-
BYHOLLME UM >XabepHble LLienn y YenoBeka He npoucxogut. MNepsas
napa faet Hayano HapyXHoMy yxy, BTopas (BMecTe € XabepHbIM
KapMaHoM) - CcpegHeMy yXy, OCTa/lbHble - 3HAOKPUHHbLIM Xefe-
3am: TUMYyCY, LUMTOBUAHOM 1 NapaluyTOBUAHON dXenesam.

Ba)KHbIM COObITMEM B HaYane akTMBHOIO OpraHoreHesa ABs-
eTCA 3aKnafKa MarmcTpaibHbIX COCYZ0B U 3a4aTKa cepgua. Cepa-
Lie 3aKNablBaeTcs BHavane Kak Ba KpynHbIX MarucTpanbHbIX CO-
cyda, KOTOpble 3aTeM CMBAKOTCA, 06pas3ys eAnHYH TPYOKY 3HA0-
Kapaa, OKpPYXeHHYt0 60/ee TO/ICTbIM ClI0eM MUOKapAa —Mpouns-
BOAHOIO BMCLEPanbHOr0 INCTKA CMNaHXHOTOMA M 3apOjblLLEBON
Me3eHXUMbl. COKpaLleHUs cepaua HacTynaroT eLle 10 ero UHHep-
BaLuK, T.e. CNOCOBHOCTb K COKPALLEHWIO U MPOBEAEHUIO UMY /b~
ca npucylia camoin mesogepme. lMepBble cepaLebueHns peruct-
PVIPYHOTCS Y>Ke Ha 6-7 H.6., TOYHEee Ha CTagun, COOTBETCTBYIOLLEN
X «ropusoHty Ctputepa» (21—26-i1 g.p./5-6-9 H.6., pasmepbl
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Puc. 2.11. MocnegosaTenbHble CTaAUN PA3BUTUA FONIOBHOrO Mo3ra (o lMaTTeHy,
1959). A—CrTagus 3 mo3rosbix ny3bipeit (XI—X111):

1 —prosencephalon; 2 —mesencephalon; 3 —rhombencephalon; 4 —cnuHHolA
MO3r; 5- rnasHoi ny3bipb; 6- CNyXoBas AMKa; 7- HWXHEYeNCTHOW OTPOCTOK;
8 - cepaue; V, VII, VIII, IX - 4yepenHo-mM03rosble HepBbl.

B —CTtaaus 5 M03roBbIX Ny3blpeii:

| - telencephalon; 2 - diencephalon; 3 - mesencephalon; 4 - metencephalon; 5 -
myelencephalon; 6 —cnuHHo Mo3r; V, VI, 1X, X, XII —4epenHo-M0o3roBble HepBbI.
B u I —®opmupoBaHue fedMHUTUBHBIX OTHOLLEHWA OTAeN0B FOI0BHOTO MO3ra
(cheTanbHbIl Nepuog):

1—o060HATeNbHasA fONS; 2 —NepeKpecT 3puTenbHbIX HepBOB (chiasma opticus); 3 -
nonywapns 60NbLLIOro MO3ra; 4 —KOHTYP NPOMEXYTOUYHOr0 Mo3ra; 5 —cpefHuii
MO3r; 6 —MO3)XeYOK; 7—NPOAO0NroBaThli MO3r; 8 —CMUHHON MO3r; 9 —TOopTaHb;
10- cunbBueBa 60po3fa; |1 - peiinneB 0CTPOBOK Ha fiHe cunbBKEBON aMKu; VII,
IX, XII - 4yepenHo-M03roBble HEPBbI.
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nnogHoro anya —1,5—4 mm). BMecTe ¢ npuiexawmm 3a4aTkom
neyeHu cepaue obpasyeT cepaevHO-MeyYeHOUHbIRA BbICTYM, CU/LHO
BbINAYMBAOLLNIACA B NepeAHE YaCcTu BEHTPaNbHOW CTEHKM 3apo-
Ablwa (puc. 2.12). OQHOBPEMEHHO (HOPMUPYIOTCA KPYMHblE Ma-
rmcTpanbHble cocyfbl (fopcanbHas aopTa, KapAwanbHas BEHa),
KOTOpble 4Yepe3 aMHUOTUYECKYIO HOXKY BMECTE C a/ilaHTOUCOM
noApacTaroT K Me3eHXMMHOMY C/I0k0 XOPUOHA, aKTUBHO BacKys-
PU3MPYIOT €ro, NpUHMMas yyactue B pOPMUPOBAHMM NAOLHON
yacTu nnaueHTbl (cM. HKe). Ha Tex e X—XI ctagusax (1abn.2.1)
B Me30[epMasibHOM C/I0€ XXeNTOYHOro MeLlKa NosBNATCA nep-
Bble KPOBSIHble OCTPOBKW, OPMUPYIOTCA COCYAbl U HayMHaeTcs
BHYTPMCOCYJ0BOE KPOBETBOPEHUE; YCTaHaB/MBAETCA 3aMKHYTOe
KpoBoOOpaLLeHne Yepes XXeNTOUHbIA MELLIOK C MarucTpasibHbIMM
cocyaamu 3apofbiwa. B nepuog mexay 21-m (X ctagus) un 32-m
(X111 cTagus) [HAMKU NOCNe OBYNALMW 3aBepPLUAKOTCA paHHUe cTa-
OUN pasBUTUA cepiua WM yCTaHaBNMBAaeTCA OAHOHAMNpPaB/eHHbI
TOK KpoBu (puc. 2.13).

MeyeHb ¥ NofKenyno4vHas Kenes3a BO3HMKAKT B BUAE BbIpOC-
TOB 3HTOAEPMAIbHON CTEHKM NEPBUYHON KULLKMK YxKe Ha X cTa-
ann passuTus (puc. 2.12). MNMeyeHb XapakTepnsyeTcs o4eHb ObICT-
PbIM pPa3sBUTUEM, TaK KaK UrPaeT BaXKHYHO PO/ib B KPOBETBOPEHUMU,
MOCTENEeHHO 3amellas B 3TOM (PYHKLMM paHO peayLupyroLLniics
XeNTOYHbIV MELLOK.

3auaTkm nerkmx BosHukatoT Ha XII ctagum (28-i 4,p./6—8-5 H.6.)
B BMZe MapHOro BbINAYMBaHNSA BEHTPO-KayfalbHOMO OTAeNa KuLey-
HOW TPYyOKW.

OC06eHHO CIOXHbIM, MHOr03TanHbIl npouecc ambpuoreHesa
npeTepnesaet noyka. Ha X ctaguu oHa 3aknafblBaeTcs B BUAE pY-
LUMEHTapPHON (He(yHKLMOHNPYOLLeid) npegnoykm (pronephros)
C ee OTBOASALLMM MPOTOKOM —MIO/I/IEPOBLIM KaHanom (3a4yatok
MaTKu1 U MaTouHbIX Tpy6) (KHoppe Al'., 1967; 1971).

Ha ctagun X1 Bo3HMKaET nepBryHas noyka (mesonephros nnu
BonbhoBO TENO), (PYHKLUMOHMPYIOLLAA KaK OopraH BblAeneHus
B TeYeHWe aHTeHaTa/lbHOro nepnoja. Pa3snBasach U3 HehPOTOMOB
COMMUTOB (CM. BBbILLE), MePBUYHASA NOYKA COXPaHAET MeTaMepHoe
cTpoeHuve. Ee oTBOAALLMI MPOTOK —BONbYOB KaHan, BNOCNeACT-
BUW TPaHC(HOPMUPYeTCH B CeMABLIHOCALLME MPOTOKN. BonbdoBsbl
M MIONNEepoBbl KaHas/ibl OTKPLIBAOTCA B K/0aKy HE3aBUCUMbIMU
Apyr oT Apyra otBepcTUAMU. Npn 3TOM BO/b(OBBI KaHasbl 0CTa-
H0TCA pas3fenbHbIMKM, a 0TX0AALW e OT HUX B 06/1aCTW K/10aKu chne-
Mble OTPOCTKY JAKOT Hayaso MOYETOYHMKAM U TOXaHKaM (CM. HU-
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Puc. 2.12. Cxema 060c06/1eHMS 3apojbllla OT BHE3aPOAbILLIEBbIX YacTeil (A - cTa-

oms - 8; b - cragusa 1X) n paHHUX 3TanoB (hOPMUPOBaHNSA CEpPAEYHO-COCYANCTON

cuctembl (B - ctagms Xl). CarutranbHble Cpesbl, XOPUOH M aMHUOH yfaneHs! (No

KHoppe, 1967):

| —KOXXHas 3KTOfepMa; 2 —HepBHble BaNNKK; 3 —3KTOAepMa aMHUOHa; 4 —Mes-

ofilepMa aMHWMOHa; 5 - KuleyHas sHTofepMa; 6 - JKenToyHas sHTogepma; 7 —
xopga; 8 - annaHTomc; 9 - 3HAOTeNManbHbIA  3a4aTOK  Ccepaua;

10- nepukapauansHasa nonocTb; 11 - KpPoBAHbIE OCTPOBKM B CTEHKE XENTO4HOro

MellKa; 12 —amMHUOTUYEeCcKasa HOXKa; 13 —xopuasibHas nnacTuHka; 14 - BOPCUH-

Ka XxopuoHa; 15- MmaHgubynspHble xabepHble fyru; 16 - cnyxosas simka; 17 —
aMHUOH; 18- XenTouHbIli Mewok; 19 - cepAeyHbIi BbICTYN.
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Puc. 2.13. Cxema cocyamcToli cucTembl 3apofibiiia Yenoseka X11 ctaguu passutus
(no MatTeHy, 1959):

| - cocyfbl )KeNTOYHOr0 MeLlKa; 2 —MynoYHas apTepus B aMHUOTUYECKOW HOXKE;
3 —nynoyHas BeHa; 4 —zopcanbHas aopTa; 5 —nepeaHss, 6 —safHAA KapAnHab-
Hble BeHbl; 7- cepAue; 8- TpeTbA apTepuanbHas XabepHas ayra.

Xe). MionnepoBbl NPOTOKW B MeCTe BNafeHNs B KN0aky C/nBatoT-
CA B OAWMH HenapHblii KaHan. Mpy aTOM M3Ha4YanbHO MHONEPOB
KaHan He CBf3aH C MOYEYHbIMW KaHaMbLaMW, T.e. He CNYXUT Ans
OTTOKa MOYM, NO3TOMY Ha MepefHEM CBOEM KOHLLE OH HaYMHaeT-
cs cnenbim pacwmpennem (KHoppe Al 1967; 1971).

BTopuuHas (0KoHYaTeNbHas noyka) popmMmpyeTcs U3 meTaHed-
POreHHOl TKaHW HecerMeHTMPOBAHHbLIX KayAasbHbIX Y4YacTKOB
He)poTOMOB (CM. Bbille), B KOoTOpoi yxe Ha Xl ctagun (28-i1
0.p./6-8-9 H.6.) AuddepeHUMPYOTCA MNOYeUYHble KaHasblibl,
BCTYMaroLLme O4HMM KOHLLOM B TECHbI KOHTaKT C BpacTaloLWnmMm
B 3a4aTOK MOYEYHbIMU apTepusaMu. Tak BOSHUKAKOT ManbnurmeBbi
Tenbua (Kny60uKku). Jpyrum KOHLOM OHW COeMHAIOTCA C MapHbI-
MW OTPOCTKaMW BO/b(OBbLIX KaHan0B, 06pasyloWmMMn MOYeTOoY-
HUKWU 1 NOXaHKMW.

3auaTKu roHaj BO3HWKAKOT B BUJE NapHbIX Ba/IMKOB 0Ba/bHOM
(hopMbl Ha MefManbHON CTOPOHe BOMb(OBLIX Ten (MEPBMYHBIX
noyek). BHauane (X-XI ctagun) oHW He auddepeHLnpoBaHbI,
0[lHaKo, Mocne TOr0 KakK WX AOCTUraloT NepBUYHbIE MOJIOBble
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knetku (MIMK), murpupyroLine ns )entouyHoro Melka (CemeHo-
Ba-TAHb-LaHckasa A.l'., KHoppe A.l'., 1972), HaunHaeTcH Bblpa-
YKeHHas nonosas AnddepeHLMPOBKa 3a4aTKOB roHaA, onpegens-
emasl Ha ructonoruyeckmx npenaparax ¢ X1V-XV ctaguin passu-
Tna (35-43- .p./8-10-9 H.6.). BaxkHas ponb B pa3sBUTMM BHYT-
PEHHUX MOI0BbLIX OPraHoB, a BNOCNeACTBUN U HAPYXHbIX reHnTa-
NNiA NPUHAANEXNT MPOM3BOLHLIM BO/Ib(OBbLIX M MIOSINIEPOBLIX Ka-
Hanos (KHoppe A.l', 1967; 1971).

Y  3apofbllleli XXeHCKOro nona Bo/ib(oBO TeNl0 U BONbJOB Ka-
Ha/l pefyuumpyroTca. HanpoTus, MIONIEPOBLI KaHanbl nporpec-
CUBHO Pa3BMBalOTCH, NMPUYEM €ro napHble YacTy CTAHOBATCA Ai-
LleBOJAaMM, HenapHblli KayfanbHblli 0TAeN AaeT Havano anuTenuto
MaTKu ¥ Blaranuuia.

Mpun pa3BuTUM 3apofbllia MYXCKOro nosa, HaobopoT, pegy-
LMpYIOTCA NPOMN3BOAHbIE MIOJIIEpOBA KaHana, Torga Kak Bosbdo-
Bbl KaHasbl 1 BOMb(OBLI Tea NpeobpasytoTca B CEMABLIHOCALLME
nyTn.

Cpefm opyrux BaXKHbIX MOPQOreHeTUYeCKMX NpoLeccos, Npo-
MCXOJALWMX B MEPUOS aKTUBHOIO OpraHoreHesa, crefyet oTMme-
TMTb 06pa3oBaHMe MNOYEeK KOHeyHocTei. CHavana nepegHmx
(27-28-ii g.p./6~8-5 H.6. - XII ropusoHT CTpuTepa), 3aTemM 3aj-
HUX (29-30-7 g.p./8-10-5 H.6. - XIII ropn3oHT CTpuTepa), pocT
1 GopMMpOBaHME KMLWeYHMKa C 06pa3oBaHMEM ECTECTBEHHON
rpobkn (37—42-ii g.p./11—12-4 H.6. - XVI ropn3oHT CTpuTepa),
(hopMupoBaHWe rnas U yxa, NULEBOro 4epena, TBepAoro Heba
nnp. (Tabn. 2.1).

BaxkHeiLWwnm cobbITMeM 3TOro nepuofa aBnseTcs PopMmpoBsa-
HVe niaueHTbl. Mpouecc HaunHaeTcs ¢ 3-i Hegenn 6epemMeHHOCTU
N xapakTepusyetca 6ypHbIM pPasBUTMEM BOPCUH XOPUOHA B MECTe
BpacTaHMA yepe3 aMHUOTUYECKYIO HOXKY (ByayLLyto MynoBMHY)
COCYZ0B M/04a B ME3EHXUMHYHK 4acTb XOpWasibHOW 060/I0UKN.
B chopmupoBaHuy cocyamcToi CeTW NNaLeHTbl MPUHUMAIOT Takxke
y4yacTue COCyfibl, BO3HMKAIOLLME HEMOCPeACTBEHHO 3a CYeT pas-
MHOXEHMWS 1 AudhepeHLMpoBKMN aHrMob1acToB B Me3eHXMME X0-
puoHa. Mpu coefuHeHNN NYNOYHbIX COCYAO0B C COCYAUCTON CETbIO
aHrno6nacToB ycTaHaB/MBaeTCa MA040BO-MNALEHTapHbIA KPOBO-
TOK. KpOBEHOCHbIE COCy/ibl BPACTalOT B COEANHUTENbHO-TKaHHbI
OCTOB BTOPWUYHBLIX BOPCUMHOK XOopuoHa (puc. 2.14), npespallas ux
Takum 06pa3oM B AeMHUTUBHbIE TPETUUHbIE BOPCUHKN (5—7-5 H.6.).
B o6nactn ¢opmupoBaHMs nNnaueHTbl (Y4aCTOK CTEHKM MaTku
MeX [y 3apoAblLleBbIM My3bipeM U MuomMeTpuem —decidua basalis)
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Puc. 2.14. O6wwit Bug (A) 1 nonepeyHsblii cpes (b) fethMHUTUBHON (TPETUYHOIA)
BOPCMHKM XOpMOHa Nnofa Yenoeka XX ctagnu pasButus:

| - nnasmoguoTpodobnact (cMHUMTMOTpOGo6nacT); 2 - unutoTpodobnacT; 3 -
coefjMHUTeNbHasA TKaHb; 4 —KPOBEHOCHBIN Cocya.

BOPCWMHKM XOPWMOHA PacTyT 0CO6EHHO CUIbHO, aKTUBHO BETBATCA.
CUVHUNTWIA BOPCUH OMbIBAETCA MATEPUHCKON KPOBbIO, U3/MBaKO-
Leiica B MEXBOPCUHYATOE MPOCTPAHCTBO M3 CNUpanbHbIX apTe-
puii N KPOBEHOCHbIX NaKkyH 3HAomeTpusa. Cxema CTPOeHMs nna-
LEHTbI YenoBeka NpuBefeHa Ha pucyHke 2.15. CUIbHO YTOSLWEH-
Hasa decidua basalis, npoHM3aHHas BOPCMHKaMM XOpMoHa, 0bpasy-
eT NA0AHYH YacTb AeIMHUTUBHON XOPWNO-aniaHTOMAHOW NiaLeH-
Tbl. IMEHHO B 0651aCTK (hopMUpYHOLLECA NnaLeHTbl npoandepa-
TUBHAasA aKTUBHOCTb KNeToK umToTo(hobnacta BOPCUH XOPUOHA
0COOEHHO BbICOKA M MMEHHO Takue BOPCWMHbI 0COBEHHO MHGOP-
MaTMBHbI 415 6MONCUN C LeNnbio NoayyYeHUs XPOMOCOMHbIX Mpe-
napaToB. HanpoTuB, BOPCUHbI NepUdepuyecKnx N0 OTHOLLIEHUIO
K (hopMupyloLLeMYCS MfaLeHTapHOMY AWUCKY YacTeli XOpUOHa,
npunexawmx K 061acTv napneTanbHON MaTO4YHONM cTeHKN (decid-
ua parietalis) y>xe co 2-ro mecsLa 6epeMeHHOCTM HaYMHatT NoCTe-
MeHHO aTpoMpoBaTbCA U NPaKTUYECKWU MOMHOCTHI0 OTMMpalOT
K 3-My Mecsly 6epemeHHocTH (puc. 2.16). C ycTaHOBNEHWEM NJ10-
[0BO-N/aLEeHTapHOro KPOBOTOKA K KOHLY 13-i H.6. mepuog nna-
LleHTaymm 3akaHumBaetcs (AinnamasaH 9.K., 1998).
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Puc. 2.15. Cxema cTpoeHua nnaueHTbl Yenoseka (no KHoppe, 1967):

1- nynouyHbll KaHaTMK, 2 - >XENTOYHbIA MeWokK; 3 - nynouyHas apTepus; 4 -
nynoyHasa BeHa; 5 - aMHWOH; 6 - XOPWOH; 7- BOPCUHKWM XOPUOHA; 8 - CTeHKa
Matku; 9, 10 - matepuHckue cocyabl (9 - aptepum; 10- BeHbl); 11 —KpOBEHOC-
Hble NaKyHbl.

Puc. 2.16. Cxema B3ammooTHowweHuit nnoga (XVII—XVIII cTtagun passuTns) n
MaTepUHCKOro opraHuama (no Matrexy, 1959):

| —decidua parietalis; 2 —decidua capsularis; 3 —decidua basalis; 4 —aMHUOH;
5 —NynouHbIli KaHaTWK; 6 —KeNTOYHbI MELLOK.
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Takum 06pa3om, nepuog paHHero (aKTWBHOrO) OpraHoreHesa
(20—60-i1 fg.p./5—12-a H.6.) 3HameHyeTCs pPALOM KapAvHATbHbIX
coObITUIA B 3MBPUOTEHE3e YesioBeKa: 3aBepLLEHE MPOLLECCOB Nepeme-
LLIEHWS1 KNe TOYHbIX CMOEB (Helpynsaums), 3aKnagkKa 0CeBoro KOMIIeK-
ca (xopaa, HepBHast TpybKa, COMUTbI), BblaeneHne 1 hopMMpoBaHMe
3a4aTKOB NPaKTUYECKY BCEX OPraHoB 1 cucTeM, hopMUpoBaHue fe-
(PMHUTVBHOI XOpMO-a/1N1aH TOMAHOM NiaueHThbl. ECTeCTBEHHO, UTO
CTO/b CYLLEeCTBEHHbIE NPOLECChl MOpgOreHe3a TpebyoT afeKBar-
HON MOP(OreHeTMYECKON aKTUBHOCTU BCEr0 HAac/neACTBEHHOrO
annapara 3apogplia. MOoXHO npeanonaratb a priori, 4To B 3T0T
nepuog 3apoablll YesioBeka byget 061aaatb NOBbILEHHOW YyBCT-
BUTENIbHOCTLIO M K MOBpeXaloLleMy LeCTBUIO pasHO06pasHbIX
BHELLHWX BpefHbIX (hakTOpOB —TepaToreHoB (cM. rnasy IV).

2.6. MNIOAHbIV NEPVOA, (60-80-i1 A.p. - 13-40-2 H.6.)

Be3 4eTKoi rpaHuLbl COBLITUS OpraHoreHesa, NPoOUCXoasLLne
NMPeMMYLLEeCTBEHHO B 3MOPMOHAaNbHbLIA Nepuog, MnepexoanTt
B N10AHbIV (heTanbHbIiA) Nepmog, Korga 0CHOBHbIMU B MOpghore-
Hese CTaHOBATCA NpoLuecchl ructoreHesa (tabn. 2.1). Cnpasegnu-
BOCTU pagu cnefyeT OTMETUTb, YTO AUDPEPeHLUPOBKA KNETOY-
HOro 1 TKaHEBOro maTepuana 3MO6PUOHasIbHbIX 3a4aTKOB NpoTe-
KaeT napannenbHo ¢ npoueccamy opraHoreHesa. pu atom gud-
(hepeHLMpPOBKa KIETOYHOr0 MaTepuana NpoxXoauT fBa OCHOBHbIX
aTana.

1 Hecneunduueckaa gudppepeHLMpoBKa, KOraa KNeTkn pas-
NINYHBIX 3a4aTKOB OT/IMYAKOTCA APYT OT ApYyra KAKUMU-TO 06LLMMU
MOPOMIOrNYecKMMU Mpu3Hakamm (popma, KOMMYECTBO U Tun
OpraHoMzoB, B3avMOpPACoNioXKeHNe).

2. Cneumntnyeckan (TkaHeBas WM TepMUHaNbHasA) gudde-
PEHLMPOBKa —MOP(ONOrnyeckas, buoxnMmyeckas u PyHKLno-
HafbHas cneumanunsauma knetok (KHoppe A, 1967; 1971).

Kaxgblii aMBpuoHanbHbIA 3a4aTOK B HOpPMeE [aeT Ha4vano
OnpejeneHHon COBOKYMHOCTM TKaHeBbIX MPOU3BOAHbIX. Kakue
TKaHW (hOpPMUPYHOT TOT UM UHO 3MOPUOHA/bHBIA 3a4aToK, Ka-
KUM 06pa3om B TeuyeHue (peTanbHOro nepuofa OCyLLecTBAseTCs
KneTouyHas gnddepeHLNpoBKa, Kak 06pasyroTcs JeiMHUTUBHBIE,
rOTOBble K MOCTHATa/NbHOM >XM3HW OpraHbl U TKaHW NoAPO6HO
paccMOTPEeHO B MPEKPACHOM PYKOBOACTBE MO 3MO6PUOHaNbHOMY
rucrtoreHesy akagemmka AT.KHoppe (1971).

OTMeTUM TOMbKO, YTO Ka>XKAblli 3MBPUOHa/TbHBIA 3a4aTOK,
ChopMMPOBaABLLIMIACS B Mepuog opraHoreHesa, MeeT CBOe Mpocnek-
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TUBHOE 3HAYEHVe, JaeT MHOTO ApYriiX NPOK3BOAHbIX, NPUYEM B MPo-
LIECCE peasiM3aLn CBOMX NMPOCMEKTUBHBIX NMOTEHLWIA KabKabli 3a4a-
TOK MPOXOAWNT CBOVCTBEHHbIE TO/MbKO eMy 3Tarbl A& TePMUHALN,

IvdbdepeHLMPOBKM M poCTa.

3AK/IOYEHVE

B HacTosllee BpeMsi HakonjeHa o6wupHas wnHdopMauus
0 NPO3MOPUOHANILHOM W BHYTPUYTPOOHOM (3M6PMOHAIBHOM
¥ NNOLHOM) Mepuofax pasBuTus Yenoseka. Bmecte ¢ Tem, HEKO-
TOpble BOMPOChI 3MBPMOreHe3a Ye/oBeKa BCe eLle OCTalTCs He-
M3y4YeHHbIMU. B 4acTHOCTM, HesAceH MexaHu3M (POPMMPOBaHUSA
XENTOYHOrO MELLKa, 40 KOHLA HE BbISCHEH reHe3 NepBUYHbIX Mo-
NOBbIX KMETOK, JOCTATOYHO CKy[Ha UH(OopMaunus o moporeHe-
TUYECKUX MpoLeccax, MNPOUCXOAAWMX B MEpUoj Helpynauuu
M 3aK/afKM OCeBOro KOMIM/EKCa OPraHoBs, T.e. Ha TeX CTaguax,
Korfa 3apofbllln YenoBeka MasiofoCTynHbl ANS NPAMOro ucche-
[oBaHuA. BmecTte ¢ Tem, 6ypHOe pa3BuTie BCNOMOraTte/ibHbIX pe-
NPOAYKTUBHbIX TEXHONOT I NO3BONNO AOCTATOUHO feTanbHO U3-
YUnUTb 0CO6EHHOCTW AOUMNNAHTALMOHHOIO Pa3BUTUA YenoBeka.
Metoabl M[ no3BONAKOT nony4vaTtb MaTepuan nnoja Yenoseka
MpaKkTUYecKn Ha Nobom cpoke bepemeHHOCTM (cM. rnasy I1X) u,
TakMm 00pa3oM, CYLLECTBEHHO PacCLUIMPSAOT BO3MOXHOCTU ANs
6onee AeTanbHOro aHanM3a MPOLECCOB paHHero 3MoOpuoreHesa
4esioBeKa C MOMOLLbI COBPEMEHHbIX MOMIEKYNAPHBIX U LIUTOreHe-
TUYECKNX METO/0B UCCNe0BaHUA.



MMABA lIl. METOAbI OLIEHKIN
COCTOAHNA MI0OA

OCHOBHble MeTOAbl, NMpumeHsemble B IM[ Hacne[CTBEHHbIX
1 BPOXAEHHbIX 60/1€3Hei, npuBeAeHbl Ha pucyHke 3.1. OHU MOryT
6bITb HenpsMbIMU (06BEKTOM UCCNefoBaHUA ABNseTCA GepeMeH-
Has XXeHLW K Ha) uam npsmeiMm (Mccnegyetca cam nnof). MNocneg-
HWe NoApa3fensaoTCca Ha MHBA3MBHbIE, KOTAa NPon3BoauTca 3abop
NMIOLHOMO0 MaTepuana C Le/ibio ero noc/ieayoLlero aHaamsa npu'
MOMOLLM CreLmanbHbIX 1abopaTopPHbIX METOLOB, U HEMHBA3UBHbIE
(MeTopbl ynbTpacoHorpaguu).

3.1. HENPAMBbIE METOAbI

VX rnasHas Uenb —OTOOP MEHLUMH TPy BbICOKOro pucka no
PO>KAEHWIO aeTeit ¢ BH3, koTopble TpebytoT yray6neHHbIX 4OMNOS-
HUTeNbHbIX MCCNE0BaHUIA, BKIKOUAKOLLMX CrieLyanbHble nabopaTop-
Hble (UM TOreHeTNYECKMe, BUOXUMUYECKME, MONEKYNSPHBIE) UCChe-
[0BaHVs NI0JHOTO MaTepuana.

HenpsMble MeTOAbI MO3BOMIAIOT OLLeHUTbL COCTOAHME MA04a Mo
O6MOXMMUYECKMM MOKA3aTeNsIM B KPOBU M B MOYe GepeMeHHO,
Mo pesynbTaTtaM aKyLlepCKO-TMHEKONOTNYeCcKOro aHamHesa.
Ha ocHOBaHMW JaHHbIX 6aKTEPUONOTMYECKNX U CEPOOTNYECKNX
nccnesoBaHNin MOXHO CyAUTb O MOTEHLMaNbHON 0NacHOCTW As
nnofa pasnuyHbIX MHMEKLWOHHbIX 3a60MeBaHNi >XeHLWHbI,
OLEHUTb PUCK pa3BuTUA Rh-KOH(pNMKTa MaTepun 1 nioga n Hame-
TUTb NPaBUbHYI0 TaKTUKY NPOPUNAKTUKNA FeMOAnTUYecKoi 60-
ne3Hun. XKenaTtenbHbIM 419 BCeX 6epeMeHHbIX U 0653aTe/IbHbIM A/15
BCEX KEHLLMH rpynn BbICOKOro pucka no BH3 y nnoga (cm. rnasy 1)
ABNIAETCA MeUNKO-TeHeTUYeCKoe KOHCY1bTUPOBaHWE, AOMO/HEH-
HOe, Npu Heo6XOAMMOCTH, pe3ynbTaTamu 6aKTEpPUOIOTMYECKOTO,
MMMYHO/IOTMYECKOr0 U 3HLOKPMHOMOTMYECKOro obcnefoBaHuil
(cm. rnasy V).

BuoxmmMmuyeckme uccrefoBaHna MapKepHbIX CbIBOPOTOYHbIX
6enkoB KpoBu 6epemeHHO (cM. rnasy VII), paBHO Kak ynbTpa-
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3BYKOBOe CKaHupoBaHue (cM. rnasy VIII), B HacTosLee Bpems
paccMaTtpuBaloT Kak 0653aTe/lbHble CKPUHMUPYIOLME Nporpammbl
M4 (cm. rnasy VI), HanpaBneHHbIe Ha BbISB/IEHNE MKEHLLMH TPy
BbICOKOIO pycKa po>kaeHus geTeli ¢ BIMP n HacneacTeeHHbIMK 60-
Ne3HAMMN.

MOMWMO TECTUPOBAHUSA MAPKepPHbIX CbIBOPOTOYHbLIX 6eNKoB
B KpoBY MaTepu (BUOXMMMWUYECKNIA CKPUHWHT), MEANKO-TEeHEeTH-
YECKOro KOHCYNbTUPOBaHUA (FreHeTUYeCKUiA CKPUHWHT) 1 Y3 uc-
CnefjoBaHnA C Liefbio BbIABIEHNA MOPOKOB Pa3BUTUA N Y 3-MapKe-
POB XPOMOCOMHOIN natoniornu (Y 3-CKPUHMHI) BaXKHOE MECTO
B M/, 3aHUMatOT LMTOreHEeTUYECKUNIA, MONEKYNAPHbIA U UMMYHO-
NOTUYECKUIA CKPUHMHTK. Bonee nogpo6HO CKpUHMpYIOLWMe Npo-
rpammsl M n3noxeHsl B rnase VI, a TakxKe B CneunanbHbIX pas-
fenax, NOCBALWEHHbIX BUOXUMMNYECKOMY, YbTpa3ByKoBoMmy CKPA"
HUHram 1 MeAnKO-reHeTUYECKOMY KOHCY/IbTUPOBaHUIO (rnasbl V,
VI, VI,

3.2. NMPAMbIE METO/bI

3.2.1. O6was xapaKTepncTmKa

3TN MeToAbl HampaBieHbl Ha uccnefoBaHWe caMoro nioga
M MOTyT ObITb MHBA3UBHLIMU WU HeMHBasMBHbIMK (puc. 3.1). Ux
BbICOKas paspeluarolliasd cnoco6HOCTL MO3BOJIAET MPOBOAUTL BU-
3yasnbHblii OCMOTP N04a, OCYLLECTBAATL 3a60p MA0LHOrO Mare-

HEMPAMBbIE
(o6cnepoBaHve GepemMeHHoit)

1. KnuHunueckoe

1 YnbTpassyKosoe Xopuorouoncya
Eaﬁfgﬁg:ﬁ;ecme) CKaHMpOBaHMe (|I_ITPV|M3CTP)
2. BneKTpoKapAMo- nayeHTobmoncus
2. bakTepno-u rpadms (11 TpumecTp)
ceposiornyeckoe AMHVOLEHTE3
3. MepgvKo-rereTnieckoe S PEHTreH PaHHUi (13-14-51 Hegenst
KOHCY/IbTMpPOBaHne 6epeMeHHOCTH)
KnnHnko- OG6bI4HbIN (15-22-9 Hepens
reHeanornyeckoe 6epemMeHHOCTM
4. AHanms
am6puocneuudmuueckux  JTABOPATOPHBIE ’ (ﬁ??ﬁo;‘;:,;:mbo
6e/1KOB: LinToreHeTnyeckue " deTocKonms
> a-(eTonpoTenH MonekynspHo- <1111 TpUMeCTpbI)
> XOPUOHWUECKMii reHeTuueckue . Buoncus TKaHel nnoga
TOHaf0TPONNH Buoxumudeckue (KO@, MbILLILBI, NeYeHb,
> acTpron VIMMYHOLMTOXMMUYECKIE ceneseHka)
> [pyrve

Puc. 3.1. MeTofbl OLLeHKM COCTOAHMSA nnoja.

(1H—H1 TpumecTpsbl)
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prana v NpoBOANTbL CneLmanbHble TOHKME nabopaTopHble nccne-
LOBaHMA C Lenbl TOYHON gmarHocTukn BH3 npaktuyeckm Ha
no60oli cTagum BHYTPUYTPOOHOIO pasBUTHSA YeloBeKa.

YMeCTHO OTMETUTb, OfHAKO, YTO Ha CambIX PaHHUX CTagusx
pasBuUTUA, T.e. ele A0 UMnNaaHTaumMu, obcnegoBaHne caMmx amo-
PVWOHOB, PAaBHO KaK W AMarHOCTUKA FeHHbIX Y XPOMOCOMHbIX 60-
Ne3Hel, BO3MOXHbl TOMbKO B YCNIOBUSAX KINHUK, paboTatoLwmnx no
nporpaMmam 3KCTpakoprnopanbHoro onnofoTsopeHus (3KO),
B LEHTpax BCMNOMOraTefibHbIX PENnpPOAYKTUBHbLIX TEXHOMOrWI
(LUBPT). MeHHO B yC/10BMAX OMIOLAOTBOPEHMS in Vitro U Ky/bTu-
BMPOBaHUS [pO6ALLMXCA 3apoAblllieli BO3MOXHO MNpoBefeHue
MUKPOMaHWUNYNALWIA N0 N3BNEYEHNIO NONAPHbIX TeNew 1 0TAeb-
HbIX 6/1aCTOMEPOB 18 NOCNeAYIOLEeN ANarHOCTUKN XPOMOCOM-
HbIX U TeHHbIX 60ne3Hel. MogpobHO C 3TUMU MeTOAaMU MOXKHO
03HaKOMUTbLCS B Cepuu CrnewunanbHbiX PYKOBOACTB, MeTOAMYec-
KUX pekomeHgaumin u moHorpadpuii (Verlinsky Y., Kuliev A.M.,
1993; 2000; Macek M. et al., 2002). HekoTopble 13 3TUX METOL0B
1 MOAXOA0B KPaTKO paccMoTpeHbl B rnase XIV.

HanmeHee goctynHbiMu gna MM aBna0TCA 3apofbiwin nepuo-
fanmnnaHTaummn. O6bIYHO Ha 3TUX CPOKaxX 6epeMeHHOCTb eLLe He
OMarHoCTMPYyeTCs U HEpPeLKO paccMaTprBaeTCa CamMO XXEHLLNHON
Kak 3afiepXKa MecauHblX. BBuay KpaiiHe Manbix pasmepoB naoj-
Horo siiya (rnasa Il), ero BbICOKON MOBpPeX4aeMoCTuH, NPenaTcT-
BYIOLLEN 3a60py NaogHOro maTepuana (1- KpUTMYECKNUIA nepuog,
no MN.r.Ceetnosy —rnaea ll), M/, Ha 3TUX CpOKax He NPOBOAMT-
ca. Mpyn Heob6XxoaMMOCTM OHAa MOXET 6blTb OrpaHUyYeHa TOMbKO
yNbTPa3ByKOBbIM uccriegoBaHvem (Y3WM) nnogHoro ainua u aHa-
IM30M 3MOPMOHANbHbLIX CbIBOPOTOYHbLIX O€1KOB B KPOBM Gepe-
MEHHOM XeHWuHbI (cM. rnasy VII).

MopaBnsitowee 6onbwMHCTBO M/[, BO BCeM Mupe u B Poccuu
npoBogmuTca nocne 10-i Hegenu, npenMyLecTseHHO —8o |l Tpu-
mecTpe (15-25-4 Hep.) 6epeMeHHOCTU. VIMEHHO B 3TOT Mepuoj
aKyLLepbl-TMHEKONOr Y BbINOMHAIOT BCe OCHOBHbIE OMepauuy no
3abopy naogHoro matepuana gns nocnegytowein Ma (cm. rnasy
1X). BmecTe € TeM, COBpeMeHHble TeHAeHUMN [} HanpaBneHbl Ha
MOCTEMEHHOE CMeLLleHNe BpemMeHUN obpalleHus XeHWmH Ha M4
co Il TpumecTpa 6epemeHHoCcTN —Ha |. Mo cBoei ahheKTUBHOC-
TN, HECOMHEHHOW aKyLlepcKoW M couuanbHOW NpesnoyTUTeNb-
HocTu MJ, B | TpumecTpe 6epemMeHHOCTU, 6e3yCNOBHO, 3aC/TyXK-
BaeT BCEMepHOU noagepxkun. CKpuHMpYytoLWwme nporpaMmbl (He-
npsMble MeTOAbl) 1 npsambie MeTogasl M, B | TpumecTpe 6epemeH-
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HOCTM NOAPOGHO PaCCMOTPEHBI B MOCNEAYIOLMX iNaBax MOHOr pa -
thun.

B Ill TpumecTpe WHBa3MBHaf MpeHaTasbHad AWArHoCTUKa
npoBoANTCA pefKko. Mo HaleMy yb6exxaeHuto, raBHbIM Nokasa-
HMeM K uHBasuBHoW MM B Il TpumecTpe sBnseTcs Heobxoan-
MOCTb peLLieHUs BOMPOCca 0 TAKTUKE BefleHNs 6epeMeHHOCTH 1 po-
[l0B B 3aBMCVMMOCTY OT guarHosay nnoga.

3201 anﬁ%mmecpﬂm

MeTog ynbTpacoHorpauu - SBNseTCA OCHOBHbIM U Hanbonee
3 (eKTUBHBLIM NPAMbIM HEMHBA3WBHLIM METOAOM MCC/IeA0BaHNA
nnoga (KOguHa E.B., Measenes M.B., 2002). BeicTpoe cosep-
LLIeHCTBOBaHWe Y3-annapaToB, NOAB/IEHWNE HOBbIX MarHOCTUYeC-
KX BO3MOXHOCTEli yNbTpa3ByKOBOrO UcCneAoBaHus (3-mepHoe
Y3W, ponnnepomeTpus, KopoHaporpadusa) no3BoNAIOT B HACTOSA-
Lee Bpems BblfABNATL 0 80—85% BPOXAEHHbLIX NOPOKOB pa3Bu-
Tna Bo Il TpumecTpe 6epemenHocTu (20—22 Heg,.). Y3 o6cnenosa-
Hvie, Ge3yCcnoBHO, CreflyeT paccMaTpuBaTb Kak Haubonee apdek-
TWUBHbIA COBPEMeHHbIN npamoii meTog M4 (cm rnasy IX, X). Opy
rme HenHBasMBHbIe MPAMble METOAbI MMEKOT BeCbMa OrpaHUYeH-
Hoe npuMeHeHWe (3NeKTpoKapAnorpapms) n CKopee npeacTasns-
0T UICTOPUYECKUNIA MHTepec (peHTreHorpadus). MepcnekTUBHLIM
4na coBpemeHHol [, npeacTaBnseTcs UCNOMb30BaHWE MarHu-
TO-pe30oHaHCHOro Tomorpaga - MPT. OfHako oTcyTCcTBUE Yoeau-
Te/bHbIX JaHHbIX O MOMHOK 6e3onacHocT MPT gnsa passuBato-
Lerocs 3apofbllla YenoBeka M BbICOKAs CTOMMOCTb TaKoro uc-
CnefoBaHUs CAEPXKMBAIOT BHeApPEHUe 3Toro, 6e3ycnoBHo, npor-
peccusHoro metoga s M.

Ba)KHO TakXXe OTMETUTb, YTO BCE OTK/IOHEHUSA B Pa3BUTUN NJ10-
[Ja, BblfBNSieMble C MOMOLLI0 Pa3NUYHbIX NPAMbIX HEUMHBA3UBHbIX
METOLOB MCCNE0BaHMA U, NPeXae BCEro, ¢ NoMoLlbio Y3, He f0-
Ka3blBaKOT HaIMUME XPOMOCOMHbBIX 1 TeM 60/1ee reHHbIX 60/1e3He.
CoyeTaHuve onpegeneHHbIX Y 3-MapKepoB NO3BOMAET B psAge ciy-
4aeB C OMNpefeneHHON BEPOATHOCTbIO 3an0f03pUThb TOT MW UHOW
BapMaHT XpOMOCOMHOW natonorum (CHaigepe P.Ix.M., Hukona-
ngec K.X.,1997; KOauHa E.B., Measeges M.B., 2002). OaHako
OfiHOTO Y3 m1CCrefoBaHnst IBHO HELOCTATOUHO [/19 VICK/FOYEHNS W
MOATBEPXKAEHUS AMarHo3a XpoOMOCOMHON 60nesHn y nnoga. Bonee
TOro, OTCyTCTBUE XapaKTepHbIX Y3-MapKepoB He sBNisieTCA ra-
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paHTUein HopMasbHOrO KapruoTuna. Mo3ToMy AnarHoCTHKA XPOMO-
COMHBIX Y FTeHHbIX 60/1e3HEN BO3MO>XKHA TO/IbKO Ny TEM CreLmabHbIX
NabopaTopHbLIX 1UCCNeoBaHUI MaTepuaa camoro nnoga.

Takas fumarHocTvKa NPOBOAMTCA MpYU MOMOLLM cheunanbHbIX
nabopaTopHbIX Uccnef0BaHM 06pa3LoB maTepuana (buontaTos)
CaMoro naofa, nofyyaeMbix pa3nnMyHbIMU UHBa3UBHbLIMU MeTOAa-
mMu (cm. rnasy IX). MeTog (eToCKONUW B CBA3W C HAIMUMEM Bbl-
COKOpa3speLLarLLeil Y3-TeXHUKN B HaCTOsILLee BPEMS MEET CKO-
pee UCTOPUYECKOE 3HAYEHMe.

3222 [Avbenssa/B-HeNEq

3.2.2.2.1. MeToabl 3a6opa Nno0AHOro Matepuana

[NaBHbIE U3 HUX - XOPWOHBMOMCUA U MNALEHTOOMOHCKA - Mo-
nyyeHue BOpcMHOK xopuoHa (I u 1l TpumecTpbl 6epeMeHHOCTH,
COOTBETCTBEHHO), aMHMOLEHTe3 —MNoyYeHne 00pasLoB aMHWO-
TUYECKON XMAKOCTN (NpermyLLecTBeHHO |l TpumecTp) 1 Kopao-
LeHTe3 —MYHKUWA MYMNOBUHbBI C LESbo NONYYEHUS KPOBU Moja
(M- TpumecTpsl). Bbi6Op MHBA3MBHOTO MeTOAa ONpenensercs
CPOKOM 6GepeMeHHOCTM, NOKa3aHWAMUN K ero fnpoBefeHnIo, WH-
CTPYMEHTaNbHOW 1 METOAMYECKON OCHALLeHHOCTbIO LeHTpa MA,
a Takxe kBanuuKaumeid akylepa-oneparopa.

YKa3aHHble MeTO/bl BHEAPEHbI U CYLLECTBEHHO MOANDULMPO-
BaHbl B nabopatopum M4 Iy bIMMAT nm. 4.0.0t1Ta PAMH (Cm.
rnasy IX). K 2005 r. 3gecb npoBegeHo 60nee 7000 onepauwnii, cBs-
3aHHbIX C 3a60pOM MI0AHOr0 MaTepuaa Ha pasHblx Cpokax bepe-
MEHHOCTU, B TOM umcne 2679 xopmoHbuoncuii, 3392 nnaueHTo-
6uoncuii, 379 amHMOLEHTE30B, 882 KOpLOLeHTe3a. Puck npepsbi-
BaHUS GEPEMEHHOCTM B TeueHMe 2 Hef. nocne n060I M3 onepa-
Wi, COrNacHO HalWM JaHHbIM, cocTaBnseT okono 0,5%, 4To co-
OTBETCTBYET ly4YLIMM MUPOBbLIM NoKasaTenam (cM. rnasy 1X).

3.2.2.2.2. CneymnanbHble nabopaTopHble MeToAbl uccne-
foBaHuA

JNabopaTopHble METOAb! MOTYT ObITb pa3NMyHbIMK (CM. puc. 3.1).
Bbibop MeToAa onpefenseTca uenamm u cpokamu M. Hanbonee
yHUBepcasibHbIMU ABAAIOTCA METOAbI LLMTOreHeTUYECKOro aHanu-
3a n meToabl monekynapHoi (AHK) gnarHoctukm.

LiyroreHe TUYeCKie METOfbl —VETO/bl KApMOTUNMPOBAHKA MJ10-
@ C Lie/blo AnarHoC TYKY XPOMOCOMHbIX 601e3Hel. B HacTosLLee Bpems
npobnema uutoreHetnyeckol N[, Ha Nto60M cpoke 6epeMeHHOCTM
NnpaKkTUYeckn pelleHa. Pa3paboTaHbl HafeXHble U 3h(eKTUBHbIE
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MeTOoAbl XPOMOCOMHOIO aHanu3a KIeTOK Mnofa W 3apofbllLeBbiX
060n04eK. B 3aBUCMMOCTM OT CpoKa b6epemMeHHOCTU U 3a4a4 uccre-
[0BaHUA MaTepuanom Ans XPOMOCOMHOIO aHanmn3a MOryT CNyXuTb
KNETKN aMHMOTUYECKO XXMAKOCTU, XOPMUOHa, NNaLeHTbl U nuMgo-
LMTbI MYMOBMHHON KPOBMW NMOAA, NOAYYEHHbIE TEM UMW UHBIM UH-
Ba3uBHbIM CNOCO60M. Hanbosnee 4acTo UCNOSb3YHOTCA KNETKU XOpK-
oHa (I TpumecTp) nnm KNeTkn nnaveHTsl (11 TpumecTp), NonyyYeHHbIe
C MOMOLLbID TPaHCabLOMUHANLHON XOPWMOH- MAN NnaueHTobuon-
cvn. Bce 3TV KNeTKy MMEeroT NA0AHOE NMPOUCXOXKAEHNE U MO CBOUM
reHOTUNUYECKUM XapaKTePUCTMKAM COOTBETCTBYIOT K/eTKaM Mioja.
XPpOMOCOMHbIE NpenapaTtbl U3 TKaHek XOp1oHa UK NiaueHTbl roTo-
BAT NPAMbIM UK HenpsMbiM MeTogamu (BapaHos B.C. v gp., 1995;
KysHeuosa T.B. u gp., 1999) (cm. rnasy X).

MonekynsipHble (AHK) MeToabl NPUMEHSIOTCS 415 ANarHOC TUKU
reHHbIX 60n1e3Heil. OHM NOAPa3AensTea Ha NpsiMble (06bEKTOM UC-
CNefoBaHNs SBASETCA MYTaHTHbIA reH) 1 HenpsiMble (MAeHTUDK-
Kauns MyTaHTHOTO reHa NPOBOAMTCA C NOMOLLbIO MONIEKYNAPHbBIX
MapkepoB). [ Ka>Koro MOHOTeHHOro 3abo/ieBaHus paspaboTaH
CBOV a/ITOPUTM MOJIEKY/IAPHOI AuarHocTuky (cm. rnasy XI). MeTo-
AVYECKYI0 OCHOBY MONEKYNAPHON AMArHOCTUKM 6O0NbLUMHCTBA
reHHblX 60/e3Heli cocTaBnseT NOMMMepasHas LenHas peakuus
(MLP). B HacToswee BpeMsi B Poccum AMarHoCTUPYeTCs CBbilLe
50 pa3nnyHbIX reHHblX 60M1e3Hel U HACNeACTBEHHbIX CUHAPOMOB
(cm. Tabn. 3.1). bonee 12 Hambonee YacTbIX HACNEACTBEHHbIX 60-
nesHen (MyKoBUCLMA03, MUOANCTPOGMS [oWweHHa, PeHnNKeTo-
Hypus, aapeHoreHnTanbHbI CUHAPOM U Ap.) AMarHocTupykoTes
B nabopatopuu NA ry HAMN Ar wm. .0.0tra PAMH. 3dgek-
TMBHOCTb JAHK-AnarHoCTUKM B 3Ha4MTENbHON Mepe npegonpese-
nseTcs cobnogeHneM psaga TpeboBaHUii, KOTOpble BKIHOYAKOT:

* TOYHOCTb K/IMHUYECKOIO AnarHosa;

CBOEBPEMEHHOCTb 06C/MeA0BaHNA CeMbW BbICOKOrO pUCKa

1 60/1bHOT0 MOJMIEKYNAPHBIMW METOAaMu;

NpPaBW/IbHOCTb OLEHKW PUCKa POXKAEHMSA BONbHOro pebeH-

Ka;

BbIOOP ONTUMaNLHOro cpoka MAa;

BO3MOXHOCTb NOy4YeHNs MaTepuana nioaa;

YeTKOCTb peKoMeHAauui nocne MNA;

Hannuune CKpMHUpYyLWUX nporpamm AHK-anarHocTuku.
3™ n gpyrue acnektbl AHK-gnarHocTnkn, BKIKOYas anro-

putMmbl M, Hanbonee YacTbIX MOHOTEHHbIX 60NEe3Hei, paccMoT-

peHbl B rnase XI.
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17

18
19
20

21
22

23
24
25

nasa 1M

Tabnunua 3.1

MoOHOreHHble 60/1€3HU, AnarHocTUpyemsble
MONEeKYyNnApHbIMU MeTogamu B Poccun
(c ykaszaHnem MeANUNHCKUX ANarHOCTUYECKNX LLeHTPOB)

HacneAcTBeHHble 3a60/1eBaHUsA
AraMmarno6ynuHemus

AJpPEHOTeHNTaNbHbI CUHAPOM

Anbb6uHn3m TN OCAL
AnbnopTa CUHAPOM
Anbha-1-aHTUTPUNCUHA HEJ0CTaTOMHOCTb

AmunoTtpodus cnuHanbHaa BepgHura-rodpgpma-
Ha, Kyrenb6epra-BenaHgepa

AMuoTpothua HespanbHas LLlapko—Mapun—Tye
AMUOTpOUA CNMHaNbHas X-cuenneHHas
AHXenbMaHa CUHAPOM

Anepa cMHApomM

ATakcus dpugpeiixa

AXoHAponnasns

bekBsuTta-BugemaHa cMHApom
BeTta-Tanaccemus

BunnebpaHga 601e3Hb

Bpox/eHHasa KOHTpaKTypHas apaxHofjaoruams

BpoxgeHHas mbllLeyHas aucTpodus, Tun
Pykysama

Femocpunna A
Femodmnuna B

[enaTtoneHTUKyNnApHas fereHepauus (6onesHb
BunbcoHa-KoHoBanosa)

IvMnepxonecTepuHeMus cemeiiHas

vnogu3apHbIi HaHWM3M (4eUUNT ropMoHa
pocTa)

["NKoreHo3sbl
[nyxoTa HelipOCEHCOpHas HecUHApPOManbHas

["peiira cuHapom

MefuLnHCKNe LeHTpbl *
MTHL

MAT, FHL, MTHL,
LLlO3MuP

MTHL
THOKALL, MHTL,
nam

VIAT, MIHU,

MIHL, Tmr, YHL,
MTHL,
MTHL,
MTHL,
MTHL,
MTHL,
MTHL,
rHy,
FHL, AT
MTHL,
MTHL,

rHokay, M, MA-
THOKAL, MHL, VAT
MTHL,

FHOKAL, M3M
MTHL

MTHL
MTHL
MTHL
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Tabnuua 3.1 (NpofoMKeHue)

Ne HacnefcTBeHHbIe 3260/1eBaHNS MegaunymnHcKne LeHTpbl *
26 Heduumnt auun-KoA geruaporeHassl MIHL,
27 OnunHoro QT cuHApom MIHLU, TUMT, YHL,
28 Xwunbbepa cMHAPOM MIHLL
29 30HynspHas KaTapakTa MIHLY
30 KodduHa-loypn cuHapom MIHL
31 Kpurnepa-Haiiapa cuHgpom MIHL,

32 JlumdonponugepaTuBHblii CMHAPOM, X-cLen- MIHL,
NeHHbI (6one3Hb [lyHKaHa, CUHAPOM

MypTnnbO)

33 Nlumdugema MuHpos MIHL,

34 Nlyu-bapp cMHAPOM (TeneaHr1mosKTasns) MIrHL

35 Jlewa-HwnxaHa cMHAPOM NAIr

36 MapTtuHa-5enn (NoMKoii X-XpoMoCcoMbl) NAIr

CUHAPOM

37 MapdaHa crHApom MIHL,

38 Munnepa-[lakepa CUHAPOM MIHLL

39 Mwnpos cuHApom MIHLL

40 Muoguctpodus [roweHHa/bekkepa MHOKAL, VAT,
MIHU, TUMT, YHL,

41  MuogncTtpodus Smepu-[peiidyca MIHLY

42 MuoToHUYecKas gucTpohus VAT, MIF'HL,

43 MyKOBUCLM/03 K/Ii?—lﬁﬂ%/lll/\l/ﬁr;/ﬂ:m

44  MykKononucaxapuaosbl MIrHLY,

45 HecunapomansHas HelipoceHcopHas TyroyxocTs  MIHL, YHL, TUMT

46 HwiimereHa cuHApOM MIHL,

47 Hoppu 6onesHb MIHLL

48 OkynothapuHreansHas MuogucTpodus MIHL,

49 TMepnogmnueckas 6onesHb MIHL,

50 [ceBfoaxoHApONNAacTMYECKas AUcnnasus MIHL,

51 Mpagepa—Bunnu cuHapom AT, MTHL,

52  PeLeccuBHbI NOAMKUCTO3 NOYeK MIHL,
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Tabnuua 3.1 (oKoOH4YaHue)
Ne HacnepacTtBeHHble 3a6oneBaHuns MeanunHcKne LeHTpbl *
53 PeTuHobnacToma MIHL,
54 CmuTa-/leMau-OnnTLa CUHAPOM MIHL,
55 CnacTuyeckas napannerus LUTpiomnens MIHL,
56 CnuHo -6ynb6apHas MbllLeyHas aTpodus VAT, MITHL, HUNH
(6bonesHb KeHHeaw)
57  TecTUKynapHOl eMUHU3ALNN CUHAPOM VAT, TUMT, YHL,
MIHLL
58  YHpeppuxta-flyHa6epra 60n1e3Hb MIHL,
59  ®eHUNKeToHypus FTHOKAL, FHLL,
VAT, MTHL,
60 XaHTepa 60/1e3Hb VAT
61 XonbTa-OpaHa CUHAPOM MTHL,
62 Xopes eHTUHITOHA WAI, MITHU, HUWH
63 JKTOAEpManbHas aHrMapoTUYeckas gucnnasus MIHL,
64 3nepca-LaHno (KNacCU4eckmii TUM) CUHAPOM MIHL,

*THOKAL, - MocyaapcTBeHHbIi HoBOCHOUPCKMIA 061aCTHOW KNMHUKO-
[AMarHocTuyeckuii LeHTp, HoBocnbupcek;

MHL, - MemMaToNOrMyeckmii HayuHsblii LeHTp M3 P®, Mocksa;

VAT —MHCTUTYT akyLiepctsa 1 ruHekonorun um. [1.0.01tra PAMH, CaHKT-
MeTepbypr;

NIOM —UHCTUTYT 3KcnepuMeHTanbHoli MeguumHel PAMH, CaHkT-MeTepbypr;

MIHL, - MeanKo-reHeTUYeCKUiA HayuHbIn LeHTp PAMH, Mocksa;

HWWH - HayuHo-uccnegoBatenbckuii MHCTUTYT HeBponorun PAMH, MockBa;

TUMT - TOMCKWUIA MHCTUTYT MeNLNHCKOW reHeTUKU, TOMCK;

YHL, - Y®UMCKNIA HayuHbIA LeHTp, Yda;

LIO3MuP —LleHTp oxpaHbl 340p0Bbs MaTepu u pebeHka, Mocksa.

3AK/TIOYEHUE

Bce cyLuecTBytOLLME METOAbI OLEHKN COCTOAHMS Noga passe-
NATCA Ha npsamble (0OBEKTOM WCCMeA0BaHUA SABMAETCA Cam
nnog) 1 Henpamble (0 COCTOAHWUM NofAa CYAAT MO pesynbraTam
06cnefoBaHUs 6epeMeHHON). MpsMble METOAbI BKIKOUAOT HENH-
Ba3uBHble (ynbTpacoHorpadua) U WHBA3WBHble — MONYYEHUE
NAOAHOr0 MaTepuana Ha pasHbIX CTaAMAX PasBUTUSA C LeNiblo Mo-
cnefytoLleil AnarHoCTUKM NPW NOMOLLY CheunanbHbIX LUTOreHe-
TUYECKUX (XPOMOCOMHbIE 60/1€3HU) U MOJSIEKYNSAPHbLIX (FeHHbIE
6one3Hn) MeTodOB uccnefoBaHusi. Hambonee 3h(PeKTUBHbLIM
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NPSAMbIM HEMHBA3WBHLIM METOAOM SABMIAETCA METO[ Y/TbTPacoHO-
rpadomu 1 pasnnyHbie COBPEMEHHbIE MOAVMUKALMK 3TOr0 METOAA.
Henpawmble MmeToOfbl UCCNEA0BaHMA MpeLCTaB/ieHbl, FNMaBHbIM
06pa3oM, CKPUHMPYIOLLWIMM MporpaMmmamMu, HarpasfieHHbIMU Ha
BbISIB/IEHWE XXEHLLWH TPYNN BbICOKOr0 PUCKa N0 POXKAEHWMIO feTel
¢ BH3. MaBHble 13 HUX - YNbTPa3ByKOBO CKPUHWHE, BOXMMUYEC-
KU CKPUHWHT, MeAMKO-TeHe TUYECKOe KOHCYNbTUpoBaHue. J1iobble
HenHBa3nBHbIE METOAbI (NMPSMbIe UMW HENPAMbIE) He MO3BONAT
YCTaHOBUTb TOYHbI/ AMarHo3 HacfeACTBEHHOro 3aboneBaHuWs
y nnoga. uarHo3 MoXeT 6bITb YCTaHOB/IEH TO/IbKO HA OCHOBaHUM
pe3ynbTatoB MPSAMbIX LUTOreHETUYECKUX U MOJIEKY/IAPHBIX UC-
cnefosaHuii matepuana nnoga (6MonTaTtoBs), NMOMYYEHHOrO Npu
MOMOLLM Pa3NUYHbIX WHBA3UBHbIX METOLOB (XOpuoH6UONcus,
nnaueHTobmoncus, aMHUOLEHTES UK KOPAOLIEHTES).



"MABA IV. OCHOBbI TEPATOJIOI M YEJ/TOBEKA.
TEPATOJIOI NMYECKOE KOHCY/IbTPOBAHWE

4.1. ObWWME NPEACTABNEHNA O TEPATOMOI NN

TepaToniorms - Hayka 0 BO3HUKHOBEHWW, AMArHOCTWKE U nMpodn-
NaKTWKe  BPO>KAEHHbIX  MOPOKOB  pasBuTus  (aHOManuin)
cMaTepuansl BO3, 1965). Mo MUPOBbLIM JaHHbIM, 0606LLEHHBbIM
BcemupHoi opraHusauuein 3gpaBooxpaHeHus (BO3 - WHO),
BUAMMbIE MPU POXAEHUN MOPOKMN pasBUTUA (aHOManK) onpege-
NAKTCA NPUMepHo Yy 2,5% BCcex HOBOPOXAeHHbIX. K 5-6 rogam ux
yncno Bo3pactaeT 40 7—10% B CBA3M C BbISAB/IEHNEM OTK/IOHEHMWIA
B pasBUTUW, He OBGHapyXeHHbIX Mpu poxaeHun (Martepuansl
BO3, 1988). Okono 44% BI1P nMeroT MHOXXECTBEHHbIV XapakTep
(Nastok .., 1991). 3T0 TaK Has3blBaeMble MHOXECTBEHHbIE
BPOXXAeHHble nopoku passutug —MBIP. CnegyeT HanOMHUTB,
YTO COrNacHoO CTaBLUeMy Knaccu4yeckum onpegeneHnto BO3
(1965), Bpo>KaeHHbIe MOpPoku passuTus (BMP) —aTo cToiikne
MopdhoIornyeckue, B1IOXMMUYECKNE Y (DYHKLIMOHA/TbHBIE HapYLLIEHNS
y nnoga, 06yCnoBfeHHbIE MOBPEXKAAOLLMM AeliCTBMEM 3K30reHHbIX
WM 3HAOTEHHbIX (PaKTopoB BO Bpems BepeMeHHOCTU (Marepuansl
BO3, 1965).

CBefileHMs 0 MpuynHax (3TMoNIorMK) BO3HWKHOBeHUsA BIIP
[0CTaTO4YHO NpoTMBOpeYrBbl. Mpobnema 3ak/yaeTcs B TOM,
4yTO, B CU/ly MHOro3aTanHocTu Nboro MoporeHeTUYecKoro
npouecca, Ha4MHAIOLLErocs 3KCMpeccuein onpeseneHHoOR rpyn-
Mbl TEHOB M 3aKaH4YMBaloLWerocsd YOPMMPOBaAHNEM COOTBETCTBY-
lOLLLero opraHa uny 3ayaTka, ofHa v Ta e aHomanusa (BIP) mo-
XeT OblTb KaK pe3ynbTaTtoM MOJIOMKU TeHeTUYEeCKOro annapara
(MyTaumii), Tak U cneAcTBuMeM HapyLleHWid npoueccoB mopdore-
He3a Ha YpOBHe K/eTKW, TKaHuW unu opraHa (KopoukuH /1.1,
2002). CnepoBatefnibHO, HapyLleHMs MOpgoreHesa MoryTt 6biTb
06yCnoBneHbl MOBPEXAAOWMM geiicTBMEM (HaKTOPOB 3K30TeH-
HOI Npupoabl Ha aM6puoH, T.e. BIP MOXeT 6biTh (heHOKOMMel
MyTaumii. CumTaetcsi, 4To Ha gonto BIP, 06yCnoBneHHbIX Ha-



OCHOBbI TepaTo/iIorMn YesioBeka. TepaTosiorMyeckoe KOHCYIbTUpOoBaHue 75

CNeAcTBeHHbIMM (hakTopaMy (FeHHble MyTauun, XPOMOCOMHbIE
abeppauum) npuxoantca okono 5—10% Bcex BIP. MpumepHo
CTO/IbKO Xe cocTasnaoT BIP, MHAyUMpOBaHHbIE MOBPeXAalo-
WM (TepaToreHHbIM) AeiiCTBUEM Ha M/0A YXKe U3BECTHbIX 3K30-
reHHbIX (PaKTOpoB —TepaToreHoB. HakoHel, npegnonaraercs,
yto 20% Bcex BIP - pesynbTat He6NaronpuATHOIO COYETaHUA
9K30TEHHbIX W 3HAOTEeHHbIX (hakTopoB, T.e. yacTb BIP nmeet
My/IbTUdaKTOPYasIbHYO npupogy. O4HaKO 40 HACTOSALLEero BpeMe-
HWU Npu4YnHbl 6onblinHcTBa BIMP (0Kon10 60%) ocTaloTcs Heno-
HATHBIMW 1 TPEBYIOT fanbHenLwero n3yyeHns. Bee nonbITKK yye-
HbIX 1 Bpayeil MOBAMATL HA MMPOBble Nokasatenn BIP noka He
YBEHUYanuch ycrnexom. PeanbHasa npounaktuka BIP, no-suau-
MOMY, MOXEeT 6bITb JOCTUIHYTa TONbKO Ha NYTW AanbHENLEro co-
BEPLUEHCTBOBaHMA BCel MeMKO-TeHeTUUYECKON CNyXObl, ee Bax-
Heliwero n Hanbonee aheKTUBHOTO 3BeHa - NpeHaTabHON An-
arHocTuku (cm. rnasy ).

4.2. ®AKTOPbI, OMPEAENAOLLUME TEPATOIMEHHYHO

AKTVBHOCTb

B kayecTBe (hakTOpOB, OMpeAenAWMX TepaTOreHHbIA 3g-
(hekT, T.e. yacTtoTy BIMP, ux xapakrep v TsXXecTb (heHOTUMNYECKNX
NPOSIBNEHWNIA, pacCMaTpPUBatOT:

e CTajuun ambpuroreHesa (CpoK 6epeMeHHOCTW), KOorja HaHeceHo

MOBPE>K/EHUE;

* CMeuMMYHOCTb MOBPEXKAAOLLIEro areHTa v Ao3y;

* 0C06eHHOCT Y MeTabo1n3Ma;

* FEHOTUMMYECKME 0COBEHHOCTU MaTepu 1 MIoAa.

4.2.1. Ctagnm ambpuoreHesa

3aBMCUMOCTbL TepaTOreHHOro ajekra oT cTagum ambpuore-
He3a (cpoka G6epeMeHHOCTM), KOrfja HaHOCUTCH MOBpexaroLee
BO3[eCTBMe, YETKO AOKasaHa 6oratbiM OMbITOM 3KCMEpPUMEH-
TaNbHOW TepaTtonoruv. MHOro4ncieHHbIe UCCNef0BaHUA Ha Na-
60paTopHbIX XWBOTHbIX, 3KCTPano/IMPOBaHHbIE Ha Yer0BeKa,
a TakXe [aHHble KIMHWYECKOro akyLlepcTsa No3BOAUAN npod.
MM.I".CeeTnoBy chopMynMpoBaTh CTaBLUYIO KNACCUYECKO TEopuio
KPUTUYECKMX NMEPVUOLOB PasBU TS, COrNacHO KOTOPOI B pasBuTum
BCEro nyiofa v ero oTAe/bHbIX 3a4aTKOB CYLLECTBYIOT KOPOTKME
nepuroabl MOBbILEHHON YYBCTBUTENBHOCTU K [eACTBUIO MOBPEX-
patownx areHtoB (Ceetnos /1., 1960). B cooTBeTCTBMM C 3TOiA
Teopueli B amMbproreHese 1abopaTopHbIX MIEKOMMTalOLWLMX 1 Yeno-
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BEKa BbIAeNAI0T [Ba OCHOBHBIX KpUTUYeCKUx nepuoga: | - nepuog
nMniaHTaumm (bnactynaumm) v 11 —nepuog nnaueHTauum 1 ak-
TUWBHOrO opraHoreHesa. VIMeHHO B 3TW Nepuofbl 3apoAbllln 0CO-
6EHHO YyBCTBUTENbHbI K MOBPEXAAIOLNM BO3AECTBUAM KaK 3H-
[OreHHON (HacnefCcTBEHHOM), TaK W 3K30TeHHOI (TepaToreHbl)
npupogbl. B oTnnume, ogHako, oT | KpUTMYeCKOro nepuoga, rae
LOMUHUPYIOLLEN, KaK NpaBuio, OKasblBaeTcsa rnbens am6proHa,
MOBPEXAEHUS, HaHeceHHble BO Il KpuTnyeckom nepuoge, 06bly-
HO peanunsytoTCcA B BULE MHOXECTBEHHbIX HapyLUEHWU pa3BUTMUS
OTAeNbHbIX OPraHoB W CUCTEM, MPUBOAALMX K TAXENbIM aHaTo-
Muyeckum nopokam (MBITP).

CornacHo Teopuu IN.I.CBeTn0Ba, B pa3BuTumM 1K060r0 amopu-
OHa/IbHOTrO0 3a4aTKa MMeeTCs CBOW KPUTUYECKMI Nepuog, 06bI4HO
COBMajaloLWwnii ¢ NeprmogomM AeTepMUHALMK, BO BPEMS KOTOPOro
MPOUCXOAAT MOMEKYNAPHbIe COBLITUA, ONpedenaoLL e Npocnex-
TUBHYIO CyAbby BCero sM6pMOHanbLHOr0 3a4artka, nocne Yero Ha-
CTyMnaeT Nnepuog ero audepeHUMpoBKA. Ipy 3TOM KpuUTUYeckue
nepuogbl 3aknagkun v AndhepeHLMpPoBKA pasfinyHbIX OpPraHos
M CMCTeM He coBnagatoT. [103TOMy, B 3aBMCUMOCTM OT CTagun 3M-
6pMOHANBHOMO Pa3BUTUA, NPUPOALI MOBPEXAAOLLErO areHTa, ero
[,03bl U 4INTENIbHOCTY LeCTBUSA, XapakTep HabnogaembiX aHOMa-
NN MOXET CYLLECTBEHHO MEHATHCH.

Ha aTom ocHoBaHUU Bblnv COCTaBNEHbI TabNNLbl KPUTUYECKMX
NepurosoB PasBUTUA OTAE/bHLIX OPraHOB 1 CUCTEM 3apoAblLLia Yeno-
BeKa; Npv HebaronpuATHOM BO3LENCTBMAM B 3TV MEPUOAbI BO3HU-
KalT Te UM UHblE NOPOKW pa3sutusa (Tabn. 4.1) (Hoswukos I.B.,
BenbTuwes HO.E., 2002).

B HacTosLLee BpeMsi U3BECTHO, YTO NHOGOMY akTy MopgoreHe-
3a AeiiCTBMTeNbHO MpeALlecTByeT Nepuos penporpaMMupoBaHus
reHoma KneTok 6yayuiero am6prMoHanbHOro 3a4atka, M MMEHHO
3TOT 3Tan peanu3alum reHeTMYecKon MHpopmMaLmm, No-BUgMMo-
My, U COOTBETCTBYET KPUTWUYECKOMY Mepuoay MopgoreHesa Toro
nnn nHoro opraHa (KopoukuH J1.U., 2002). B gancHeiwem mbl
elle 6yaem HeoHOKpaTHO BO3BpaLlaThCs K Npobaeme KpUTuyec-
KX nepnogoB. OTMETUM TONbKO, YTO OMbITbl MO XUMUYECKOMY
TepaToreHesy faneko He BCerga MoATBEPXAAlT TEOPUIO KPUTK-
YecKux MepuofoB. ITU HeCOBMajeHUa, CKopee BCero, oTpaxaroT
BbICOKYIO CNeLn@UUHOCTb AeliCTBUA XMMUYECKUX MPenapaTos Ha
MpoLecchbl KNeTOYHOro MeTabonn3mMa n MeXKKNeToyHoro B3avMmMo-
feictBua. Mo3ToMy BeCbMa CNpaBef/IMBbIM U NPaKTUYECKN BaX-
HbIM SBNSETCA BbIBOL O TOM, YTO 3apofbllla YefioBeka ChnefyeT
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Tabmmua 4.1
Kputuuyeckne nepnofbl 3MGPUOHANIbHOIO Pa3BUTUSA U TUMNYHbIE
AN5 HAX BPOXKAEHHbIE NOPOKN pa3BuUTUSA
(Hosukos N.B., BenbTuwes KO.E., 2002)

Kputnueckuid
nepvog (aHn Oprax/cuctema Mopokw passuTus
passuTKA)
21-22 HeBpanbHas Tpy6Ka AHaHUuedanus, spinsa bifida
23-25 Cepaue KpynHble BpOXaeHHbIe
MOpOKM
28-30 MoukM nepegHMX KOHeYHoCTel Awmenua
28-30 MoueBblaenuTebHas cucTeMa Annasus, areHe3us noyvek
31-34 MexoKenyouKoBas neperopogka LedeKTbl neperopoiku
cepaua
35-44 CRvsiHMe CKIAZ0K BepxHeil ry6bl,  PaclliennHa BepxHeii ryel 1
Heba TBEPAOro BepXHero Heba
39-44 LOnddepeHLMpoBKa NON0BbIX epmachpoanTU3M

opraHos

MaKCMMasibHO 06eperaTb OT HeGMAronpUATHBIX BHELLHUX BO3Lel-
CTBUWIA N 0COBEHHO OT Pas/INYHbLIX leKapPCTBEHHbIX NpenapaToB Ha
NPOTS>KEHUN BCEr0 aHTeHaTanbHOro nepuoga (Abi6aH A IM.,
196|§?.

py Heb6naronpuAaTHbIX BHELIHUX BO3AeicTBMAX (Tepartore-
Hbl) UM MPU UCKAXKEHWUUN TEHETUYECKON NPOrpammbl UHAVBUAY-
a/lbHOr0 Pa3BWTUS BCMeACTBME MyTauuii MOryT BO3SHWMKATb Hapy-
LEeHNA, NPUBOAALLNE HE TONbKO K BUANMbIM aHOMANUAM, HO, 4TO
0CO6EHHO BaXHO, K CTOMKUM BMOXUMUYECKUM UAN (PU3NONOTHU-
YEeCKUM OTK/IOHEHUSIM, CYLLECTBEHHO HapyLlaloWmnM MocTHa-
Ta/lbHOE pa3BMTME HOBOPOXAEHHOro. [ak, BO34elicTBUSA B NNO4-
HOM Mepuoge MoryT 6biTb MPUUUHON HapPYLUEHWNA pa3BUTUS Hep-
BHOW MW PENPOAYKTUBHON CUCTEM, CTOMKMX SHAOKPUHHBIX pac-
CTPOIACTB, T.e. 4e(DEKTOB UMEHHO TeX OPraHoB, MPOLecchbl TEpPMU-
wansnoi UBEHEPEHLNPOBKN KOTOPbIX CUAbHO PacTAHYTbl BO
BPEMEHM W 3aBepLlIaloTCH TONbKO MOCMe POXAeHWUA pebeHka.
N3 aToro cnegyet, 4TO pasBMBAOLLMIACA 3apOAbILL YenoBeKa pe-
afbHO YYBCTBUTENEH K MOBPEXAAOLLEMY AeliCTBUIO 3K30TeHHbIX
1 3HOrEHHbIX (DaKTOPOB B TEYEHME BCEro aHTeHaTalbHO! 0 nepu-
0,2 pa3BMTUS, XOTA KOHEUHbIV pe3ynbTaT Taknx BO3LENCTBUI Ha
pasHbIX CTaAMsAX 3IM6pMOreHesa MOXeT BblTb Pa3INUHbIM.
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Takum 06pa3om, CyMMUPYS BbILLENPUBEAEHHbIE TeopeTnyec-
K1e NoN0XKeHUs TepaTonormm Kak Hayku, Heo6xo4mMMo OTMETUTD,
4yTo Nto6ble MOBPEXAaAlOLLMe areHTbl, B TOM 4ucie U Hanbonee
CU/IbHbIE, MPUMEHEHHbIE Ha PaHHUX CpoKax GepemeHHocTn (OT
OMN0A0TBOPEHUA [0 CTaAMM H6NacTOLMCTbI), TMG0 BbI3bIBAKOT K-
6enb 3apofbllla (6nactonatun), 160 3apOAbILL BbIXUBAET U POXK-
faetcs 6e3 BuamMmMbix BIP. Mpu 3TOM, 04HAKO, HUKOTrAa Henb3s
WCKMIOYUTL Y NIofa Haanmyme XpoMoCOMHOro Mo3anum3ma, oco-
6eHHO B cnyyae [eiicTBMS CneumpnyecKnx MmyTareHHbIX akTo-
poB UnKn npenapaToB. CuMTaeTcs, YTO Takas peakuua 3apofblLlia
YyenoBeKa Ha MOBPEXJAKLW M areHT coxpaHsieTcs fo 15-ro gHs
6epemeHHocTu (Wilson J.G., 1965).

lMoBpexAeHna B Nepuog MMMAaHTauum 1 paHHero nocTumn-
NaHTauMoHHOro nepuoga (go 12-i Hegenv 6epemMeHHOCT Yy veno-
Beka) BO3AENCTBYIOT Ha 3apo/blLl, HAXOAALLMACA Ha CTagun Hell-
pynel (ctagum VI11—X), 3aknagky oceBoro Kommnaekca (crtagum
IX—X) n akTUBHOro opraHoreHesa (cragum XII—XXII) (cm. rna-
By I1). OHM He TONbKO UHAYLMPYIOT T1benb, HO MOTYT ObITb NPK-
4MHOI rpy6bix BMP (am6pronatuii), MHOTMe U3 KOTOPbIX BbISB/ISA-
IOTCA ele 00 poxaeHus npn Y3 n He COBMECTMMbI C MOCTHa-
TaNbHOW XXMN3HbIO. B nepmog akTMBHOrO OpraHoreHesa 3apoAbiln
Yyenoseka 06HapY>XMBAKOT 0COGEHHO BbICOKYIO YyBCTBUTENbHOCTb
K IeiCTBMIO CaMbIX Pa3HbIX MOBPEXAatoLLNX areHToB. HeT coMHe-
HWA NO3TOMY, YTO 3apOfbIlLl Ye/loBEKA BO BPeMsA WMMIaHTaLuu
N paHHEro MOCTUMNAaHTaLMOHHOro passutua (cm. Tabn. 2.1)
HY>X[aeTcsi B 0COOEHHO TLLaTeNbHO 3all1Te OT AeNCTBMS BCEBO3-
MOXHbIX NOBpeXJatLWwmnx (hakTopos.

OnacHoCTb BO3HUKHOBeHUA BIP coxpaHseTca u npu gencT-
BMUN TepaTOreHOB B TEYEHWE MOCNeLYIOLNX CTagnii aM6proreHe-
3a, XOTA M0 Mepe pasBUTUA TAKECTb aHOMaNiA 1 UX YyacToTa no-
CTerneHHO YMeHbLIAOTCA. HapyleHus pa3sBuTtua, MHLYLMPOBaH-
Hble B MMOAHbIA nepuof (dheTonaTtuu), HepesKo COBMECTUMBI
C>KM3HbIO Mnocre poxxaeHns. OgHaKo Npy 3TOM HapyLleHUs MoryT
KacaTbCa TaKuX BaXXHENLWNX PYHKLMA N CUCTEM pa3BMBalOLLLErO-
CA opraHv3ama, Kak 3HAOKpWHHasA, nosiosas, UMMYHHas, LIHC,
CMeICTBMEM KOTOPbIX MOTYT BbITb TAXE/bIE, UHBANNANIUPYIOLLME
MOPOKMU.

Takum 06pa3om, NpusHasasi 06bEKTMBHOE CYyLLEC TBOBAHMWE B 3M -
BpuoreHese YesnoBeKa KPUTUYECKVX MEPUOLOB pasBUTUSA, crefyeT
MOMHUTb, YTO 3apOfbIlll YeNnoBeKa AO/MKeH OblTb MakCUMasbHO
Orpa>KfeH 0T [eCTBUA NMOBPEXKAAIOLLMX BHELLHMX (DaK TOpPOB B Te-
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UeHIie BCErO BHY TPMy TPOGHOIO NEpPUOAa, a He TO/bKO BO BPEMSIPaH-
HVX CTafuii passuTus.

4.2.2. 3K30reHHble haKTopbl, TepaToreHHble

A5 nnoja yesoseka

OnbIT TEpaTonorMyeckMx MccnefoBaHuii Ha NabopaTopHbIX
MIEKONUTAIOLWMNX NO3BOSET C YBEPEHHOCTbIO KOHCTATMPOBATb,
4TO MpaKTUYeckn Nob0e MOBPEXAatoLlee BO3AENCTBME, B TOM
yuncne NboN NeKapCTBEHHbIA Npenapat, MPUMEHEHHbIA B onpe-
[eNneHHOl LO3MPOBKE W Ha OMpefeNieHHON cTagumn amoproreHesa
(06bIYHO B NMepMOf aKTUBHOIO OpraHoreHe3a) 06Hapy>XuBaeT Te-
paToreHHble CBOICTBa. [0OCTaTOYHO OTMETUTb, YTO, COF/IACHO
KnaccmyeckoMy TpyAy amepuKaHCKoro Tepatonora Tomaca Lle-
napga (Shepard Th., 1998), TepaToreHHOe BO3AECTBME B 3KCNe-
pyMeHTe yXe ycTaHoB/eHo ana 3000 XMMUYecKnX, B TOM Yucne
M NeKapcTBeHHbIX, npenapaTtoB. K cyacTbio, [aneko He BCe U3
HUX, & TOJIbKO HeKOTOpble, NPeACTaBNAOT peaslbHy0 ONacHOCTb
419 3apofbllla YenoBeka.

JK30reHHble (hakTopbl C AOKAa3aHHOW TepaTOreHHON akTuB-
HOCTbIO Y YesioBeka (CM. Tabn. 4.2) mMoryT 6biTb (PU3NYECKUMU
(0bny4yeHne, mMexaHU4YeCKMe BO3AENCTBMA, runeptepmus), 6uo-
Nnornyecknumm (ToKcomnsaasmos, KpacHyxa, CUMInc) u xmmuyec-
KUMW (NeKapcTBeHHble npenapaTbl). K HUM MOryT 6biTb npuync-
NeHbl N HeKOTOpble HapyLleHns MeTabonuaMa y martepu (caxap-
HbI AnabeT, rMNoTMpeos, heHnNKeToHYpmrs). OCOBEHHO BaXKHYHO
N Hanbonee CMOPHYI TPYNMy COCTaBNAOT /IeKapCTBEHHbIE Be-
ecTBa, XMMUYECKMe npenapatbl ¥ HEKOTOPblE BPeAHble Mpu-
BbIUKW (aNKOTr0Nb, KypeHue).

BeLuecTs, B TOM YMC/IE NIEKAPCTB, C 4OKa3aHHON TepaToreHHOo
aKTUBHOCTbIO A1 YefloBeKa CPpaBHUTENbHO HEMHOro —oKono 30
(Shepard Th., 1998). K H1MM 0THOCATCA pAf MPOTMBOONYXO0NEBbIX
npenaparoB, HEKOTOPble aHTUOMOTUKWU, MeYasbHO 3HAMEHUTBIN
Tanugomma, conu ptytu. K Belyectsam, ONacHOCTb KOTOPbIX 415
nnoja YesioBeKa Be/vKa, XOTA OKOHYaTe/IbHO U He JoKa3aHa, OT-
HOCATCA aMUHOI/IMKO3MAbI, HEeKOTOpble MPOTUBO3NWIENTUYEC-
Kue npenapatbl (GUMEHUNTUAAHTONH), HEKOTOPbIE TOPMOHbI (3C-
TPOreHbl, UCKYCCTBEHHbIE MPOrecTUHbI), MNOMOUDEHUNbI, Mpe-
napatbl Ba/bNpPOEBOWA KMCOTbI, N30bITOK BUTaMUHA A, peTUHOe-
BOM KMCNOTbI, 3peTnHAT (Npenapat 4ns neyeHms ncopuasa). bo-
nee NoApo6HY0 MHOPMaLUIO 06 3TUX M ApYrux npenapatax, 3a-
4acTyH NPUMEHAEMbIX NP 6epeMEHHOCTU, MOXHO HaWTKn B psje
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Tabmmua 4.2

JK30reHHble (pakTopbl, TepaToreHHble A1 Nao4a YenoBeka

XUMUYECKMe BeLLECTBa

AnKoronb

AH/[IpOreHHble FTOPMOHbI

AHTUKOHBY/bCAHTbLI (AU(EHNH 1 ap.)

AMUHOTINKO3N LI (AMUKaLUH,
reHTaMuLyuH, CTPENTOMULMH U [p.)

AHTUMeTaboNNTLI (MEPKaNTOMypuH,
MeTOTpeKcar)

Banbnpoesas kucnota

BapdapuH

"OpMOHbI (aHAPOTeHbI)

Ouvatunctunsbectpon

MN36bITOK BUTaMnHa A

KokaunH

MeTumason

MwuHokeunann

OpraHuyeckune conmn pTyTn

MonnéunheHnnbl

MpoTnBOONYX0NeBbIe Npenaparsl
(unknodoctamug v ap.)

PeTuHoeBas Kucnota

CrtpentoMuymH

Tanugomung

TeTpaunknuH

TpumeTtagmoH

3peTuHar (ncopuas)

VIH(eKUnoHHbIe 60ne3HM

epnec

KpacHyxa
Mapsosupyc B-19
Cudmnuc
Tokconnasmos
LiuTomeranosmpyc

bonesHu matepu

AyTOMMMYHHbIe 3a601eBaHUA
BupunusupytoLme onyxonm
'mno- n runepTnpeos
CaxapHblii gnabet
PeHNNKeTOHypuA
anunencua

dunsnyeckue BOSAGVICTBMH

mneptepmus
WoHusupytoLee nsnyyexue
MexaHunyeckune HapyLleHus

HeJaBHO BbILeLLINX OTEYECTBEHHbIX MOHOrpaduii mo npobne-
mMam Tepatonoruu y Yenoseka (Kapnos O.U., 3aiues A.A., 1998;
Buxpyk T.W. n gp., 2001). He BbI3bIBAET COMHEHUSA BbIPAXXEHHOE
noBpexJatollee LeACTBME HAa NAO4 YenoBeKa M TakuUX BPeAHbIX
(haKTOpOB, KaK ankorosb (anKorosbHblli CMHAPOM Nnoja), Kype-
Hue (06Las 3afep>KKa pasBuUTKA) U 0XMUpeHne maTepu (Koppens-
uuA ¢ gedheKTamu 3apalleHuns HeBpanbHOW Tpy6KM).

4.2.3. [pyrve xapakKrepucTnkm TepaToreHoB

[na peanusaumu nNOTeHUWaNLHOTO TepaToreHHoro addekra
XUMMYECKOro npenapaTa pellaloLlee 3HavyeHne UMET U Takue
napameTpbl, KakK 033, MPOHNLAEMOCTb MNaLEeHTbl, 0CO6EHHOCTH
mMeTabo/iM3mMa B OpraHu3Me mMatepu 1 naoja, CKopocTb BblBEAEHUS
npenapara nu3 opraHusma. Bce aTn napameTpbl ciefyert yuuTbiBaTh
npu Heo6XOAMMOCTU Ha3HauYeHUs NeKapcTB GepeMeHHbIM XKeH-
LWMHaMm.
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Bonbline fo3bl Npenaparta, ero 4NNTe/lbHOe NPUMEHEHNE, Kak
npasuno, 6onee nary6Hbl AN pasBUTUS 3apofbllla, Yem OAHO-
KpaTHOe MCMo/b30BaHMe TOro Xe camoro npenapara B Masbix, Te-
paneBTUYECKMX f03aX.

CnefyeT HaNOMHUTb [iBa CYLLECTBEHHbIX 06CTOATENbCTBA. VH-
CTPYKLMA K NMPUMEHEHUIO KaXAO0ro NeKapCTBEHHOro npenapata
COAEPXUT UH(OPMALMIO O BO3MOXHOCTU WU OFPaHUYEHUSX ero
MCrnonbL30BaHnA npyu 6epeMeHHOCTU. HecMOTpsA Ha 3To, NO faH-
HbIM BO3, npakTuyecku nobas XeHwWwnHa NnpuH1UMaet npu 6epe-
MEHHOCTW B CpefHeM OKO0/0 5 pa3nnyHbIX nekapcTs. BaxHo, oj-
HaKo, 4To6bI 3TW Npenapartbl He OTHOCUAUCH K Fpynne pucka. Tu-
MUYHbIEe CUTYaL MK, CBA3aHHbIE C MPUEMOM JIeKapCcTB, 0CO6EHHOC-
T nogbopa npenaparos, HEOOXOAMMBIX A5 NeveHns npu bepe-
MEHHOCTW, NOAPO6GHO OCBELLEHbI B Cepumn Hawmx 063opos (Ba-
xapnosckuin B.I'. n gp., 1999; 2004). LleHHas nHpopmalms Ha aTy
TeMY MOXET 6bITb NOSyYeHa U B LUTUPOBAHHBIX Bblllie MOHOTpa-
¢pusax (Shepard Th., 1998; Kapnos O.W., 3aiiues A.A., 1998; Bux-
pykT.N. n ap., 2001).

4.2.4. OCcobeHHOCTM reHoTUNa MaTepu 1 nioja

Kak y>xe 0TMeyasiocb, 0NacHOCTb TepaTOreHHOro agyekTa no-
BpeXJaloLLMX BO3AeiCTBMIA Ha Naof BO MHOIOM OMpeAensercs
M 0COBEHHOCTAMM MeTabonM3mMa XMMUYECKUX BELLeCTB W Jie-
KapcTB B OpraHn3max matepu v nnoga. PelaroLlyto posb B 3TOM
UrpaeT COCTOSIHWE TEHOB CUCTEMbl JeTOKCUKauumu (MeTabonus-
ma). N3BecTHO, 4TO N06OK KCEHOBMOTMK, NOCTYNaloLLMi B opra-
HW3M, NnojBepraeTca LeNCTBMIO KoMMNaekca DepMeHTOB, BXOAs-
WKMX B CUCTEMY AEeTOKCMKAL MU, KOTOPas 06bIYHO COCTOUT U3 He-
CKOJIbKMX NocneaoBaTenbHbiX (has: aktusaumm (1), HeATpannsa-
uun (2) n BoiBefeHuns (3). Kaxgas ns aTux a3 KOHTponmpyetcs
cneymdunyeckum Habopom epMeHTOB. B cBSA3M ¢ NOAUMOpgun3-
MOM TeHOB CUCTEMbI JETOKCMKaLUU, KOHTPONUPYIOLWMX CUHTES
3TUX (PEePMEHTOB, KaXAbli YeNOBEK XapakTepusyeTcs CBOMMMU
YHUKaNbHbIMW OCOBEHHOCTAMM MeTabonn3Ma fIeKapCTBEHHbIX
npenapaTtoB, CBOei (apmakoreHeTukoin (bapaHos B.C., 2000).
EcTecTBEHHO, YTO COCTOAHME CUCTEMbI AETOKCUKALNW, T.€. UHAM-
BUAYa/bHble 0CO6EHHOCTY (hapMaKOreHeTUKN KaKaoih bepeMeH-
HOM, JO/MKHO y4MTbIBaTbCA MPY Ha3HayeHWW MpenapaTos, OCO-
6eHHO Tex, MOBpeXAarLliee AECTBME KOTOPbIX Ha NIog npea-
CTaB/IAeTCA BEPOATHbIM. TecTMpoBaHWe MOAMMOPHU3IMOB FeHOB
CUCTEMbI fleTOKCUKaL MK npegycmaTpmBaeT «I eHeTuyeckas KapTa
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PenpoAyKTMBHOIO 340pOBbsA», pa3paboTaHHas B nabopatopum
npeHatanbHoi gnarHoctukn HWNAT nm. [.0.011a PAMH (cm.
rnasyXY) (bapaHos B.C., 2000; 2004).

4.3. TEPATONOIMYECKOE KOHCYNbTUPOBAHWE

MpumMepHO B 7% Cny4yaeB NOBOAOM A/ 0bpalleHns B Meau-
KO-TeHeTNYeCKUn KabuHeT aKyLIepCKO-rMHEKONOTNYECKON Knun-
HUKWN ABNSAETCA BbIACHEHNE BO3MOXKHOIO TepaTOreHHOro Bo3feii-
CTBWS Ha NSIOA TOFO MM WMHOTO Mpenapara, KOTOPbIi XeHLUHa
npuMMeHsana He3afonro 4o 6epeMeHHOCTY UAN Ha ee paHHUX Cpo-
Kax. Yalle BCero aTu BO3AENCTBUSA MPUYPOUEHbI K NEPBbIM Heje-
NSIM, KOTfa XeHLHa elle He 3HaeT 0 HavaBLueica 6epemMeHHOC-
™.

B MHCTPYKUMAX, npunaraemMbix K hapMakoiormyeckmm npe-
napaTam, HepefKO YKa3blBaeTcs, YTO UX MPUMEHEHUNE HE PEKO-
MEHA0BaHO npu 6epemMeHHOCTM, T.e. NOTEHLMANBHO OHU MOTYT
npefAcTaBATb ONAaCHOCTb A4/11 N104a U 3L0p0Bbs OyayLero pebeH-
Ka. Mofo6HblIe peKOMEeHJaLUK, Kak npasuio, 0CHOBLIBAOTCA Ha
3KCNepUMEHTaNbHbIX AaHHbIX MO U3YYEHWUIO TEPATOreHHOro Aeli-
CTBMS npenapaTa, MMb0, 4TO 6biBaeT peaKo, Ha CXOACTBe (hapma-
KOMIOTMYECKUX M OUOXMMUYECKMX XapaKTepucTWK npenapata
C TAKOBbIMW Y XMMUYECKMUX COEMHEHWI C [OKAa3aHHOI TepaTo-
reHHOW akTMBHOCTbIO (Matepuansl BO3, 1988).

B HacTosLLee Bpema B MMPOBO (hapMaKonorM4yecKoi npakTu-
Ke 419 KaX0ro HOBOTO 1eKapCTBEHHOrO npenapaTa o ero BHej-
pPeHVsA B KNWHWUKY MPOBOAUTCH TECTUPOBAHWE Ha TepaTOreHHyo
aKTMBHOCTb. Be3 Takoro TeCTMPOBaHWA HU O4UH Npenapar He LO-
MyCcKaeTcs A/1f KNIMHUYECKOro npumeHeHus. BmecTe ¢ Tem, 13-
BECTHO, YTO NPUMEHSeMble CXeMbl TEPATONOrNYECKOro TecTMpo-
BaHWA Ha 1abopaToOPHbIX XKMBOTHbLIX He ABNAIOTCA a6COMOTHO Ha-
fexHbiMu (OblbaH A.MM., 1966). 3TO CBA3aHO C BULOBbLIMU Pa3nu-
YMAMMW peakuuy OpPraHn3ma XXMBOTHbLIX U Ye/I0BEKA Ha TepaTore-
Hbl, pasnMunamMu B ux hapmakogmHamuke, metabonnsme, B Npo-
JOMKUTENLHOCTMN BEPEMEHHOCTH, B 0CO6EHHOCTAX BHYTPUYTPOG-
HOro pasBuTUA NabopaToOpHbIX MAEKOMUTAKLWMNX B CpPaBHEHUM
C YeNOBEKOM W npouee. Bonee TOro, NPUMEHSEMbIE B KIUHUKE
[03MPOBKM NpenapaToB HepeaKo BO MHOTO pa3 (B mepecyete Ha
BEC Te/a) MeHbLLUe TaKOBbIX B TEPATONOrMYECKNX IKCMEPUMEHTAX.
Bce aTn 06CTOATENLCTBA CTABAT MNepes Bpayamm cepbesHble npoob-
Nnembl Npu HeO6X0AMMOCTU KPUTUYECKOW OLeHKW M MPOrHO3Mpo-
BaHWA BO3MOXHOI0 MOBPEXAAIOLLEr0o AeACTBUA Ha M/04 TeX Uaun
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MHbIX MpenapaTtos, MPUMEHAEMbIX A/18 JIeYeHWUs, B YaCTHOCTH,
BHYTPUYTPOOHbIX MH(EKUUA UAM MCNONb30BaHUS (DU3NYECKUX
METOZO0B, CBA3aHHbIX C 06/1yYeHMeM N1oga, U T.4.

B gaHHOM pasfenie Ha OCHOBaHWM CO6CTBEHHOIO MHOTONETHE-
ro onbiTa U JaHHbIX NUTEpaTypbl PACCMOTPEHbLI HEKOTOPbIE OCO-
6EHHOCTM KOHCYNbTMPOBaHWUA OGepemMeHHbIX, NOoABeprasLLINXCS
pasnnyHbIM BO3LENCTBMAM, B TOM YMCie NeKapCTBEHHbIX Mpena-
paToB, HermocpefCTBEHHO Nepej 3a4yaTueM 1 BO BpeMs GepemeH-
HOCTW.

BepeMeHHbIX, 03a004YEHHbIX AECTBMEM Ha NIOA NOBPeXAato-
WMX (GaKTOpPOB, MOXHO pa3fennTb Ha Tpu rpynnbl (Baxapnos-
ckuii B.I. n gp., 2004). MNepBas NpeAcTaBeHa XXEHLMHAMK, KOTO-
pble He MNaHWpoBanyu 6epeMEeHHOCTb, HO MOCNeAHAS COCTOANACh
Ha (hOHe NPYMEHEHUS KaKUX-Nnbo (hapMakonornyeckux npena-
paToB BO Il (hasy umkna. Yaule Bcero Takoe neyeHue GbiBaeT CBS-
3aHO C OCTPbIMU PECMUPATOPHLIMW UHMeKUUAMM, Becniogmem
n/MnnM XpoHMYecKMMM 3a60/1eBaHNAMM MOM0BLIX OPraHoB, 3HAO-
MeTpP1Oo30M, MMOMOI MaTKu 1 T.4. K 3TOi rpynne 0THOCATCA Tak-
XK€ XKEHLLMHbI, KOTOPbIM BO BTOPOIA (hase MEHCTPYaNibHOrO LuKa
NMPOV3BOAMNCE TE UM UHbIE LMArHOCTUYECKME U NevebHble Npo-
Ledypbl (6buoncus aHAOMETPUSA, YNbTPa3BYKOBOE CKaHWUpOBaHue,
rucTepocanbnuHrorpadusa u npouee).

Ko BTOpoi rpynne OTHOCATCA >KEHLMHbI, KOTOPblE 3HaNu
0 HacTynuBLUei# 6epeMEHHOCTUN, HO BbIHYX/eHbl Oblan 13-3a TH-
XECTN COCTOAHUA MPUHUMATL Pas/INyHbIe IeKapcTBa Mo MnoBoLy
OCTpbIX, Yallle BOCManuTenbHbIX, 3a601eBaHNA.

TpeTblo rpynny cocTaBnAaoT 6epeMeHHble C HaCNeCTBEHHbI-
MW, CUCTEMHBIMW U XPOHUYECKMMU 3abofeBaHUAMU, Yalle 3H-
LOKPWHHONM (CaxapHblil anabeTt, runep- v runotupeos u T.4.)
1 HepBHOIi cucTeM (anunencus, TOPCUOHHAA AUCTOHWSA, renaTo-
NEHTUKYNAPHas fereHepauuns v 1.40.). HecMoTpsa Ha Hanuyne Ge-
PEMEHHOCTU MauWeHTbl BbIHYXAEHbl MPOAO/MKATL NMPUHMMATD
npenapatbl, 4TOObl M36exaTb YXyALWEHUS COCTOAHWA B CBA3U
C NPOrpeccMpoBaHeM OCHOBHOTO 3a60/1eBaHNS.

Hepeako XeHWMHbl 06paLlatoTcs 3a KOHCYbTalWein B CBA3M
C NpoBeLeHHbIMU (PNHOOPOrpaMuecKuMmn 06Cnef0BaHUAMMN UK
rMcTepocanbnUHrorpagmen, BbIMOMHEHHbIMU A0 YCTaHOBNEHUS
6epemeHHOCTU. CpefHAs f03a 061yYEHNSA B 3TUX ClyYasx He npe-
BbilwaeT 1peHTtreHa. A.M.KuproweHkos B 1978 r. nucan, 4To fo3a
paguauum B N1060M KpUTMUECKNIA NepUO PasBUTUSA 3apojblLla He
[o/KHa npesbiwartb 1 peHTred (KuptoweHkos A.MM., 1978). Het
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COMHEHUS B TOM, YTO M CETOAHA K PEHTreHOBCKOMY 06cnefoBa-
HUIO GEPEMEHHBIX HYXXHO NpuberaTb NULIb B UCKIKYUTENbHbIX
cnyyanx.

B oTniMume ot iyyeil PeHTreHa, NCMonb30BaHne yAbTpas3ByKo-
Boro uccnegosaHua (¥3WM) npu 6epeMeHHOCTU He ABAsSETCA
onacHbIM. B 3TOM y6eXaatoT He TO/IbKO fJaHHbIe 3KCMEepUMEHTOB,
HO 6oniee yeM TPUALATUIETHUIA MMPOBOI OMbIT paboTbl No Y3-
CKaHUPOBaHWIO MNJIOL0B YefI0BEKA Ha pa3HbIX CPOKax GepemMeH-
HOCTU. Y>e poananch U UMET NMOTOMCTBO MUJ/IIMOHbI XEeHLLINH
N MY>XUYUH, nogsepraBwinxcs Y3 ewe Bo BHYTPUYTPOOHLIN ne-
puog pa3suTua. OfHAKO HUMKaKMX CKOJbKO-HWUOYAb ybeanTesb-
HbIX JaHHbIX O MoBpexXAaruem geicteumn ¥ 31 nnoga Ha mocne-
[ylolllee NocTHaTa/lbHOE pa3BUTUE YefloBEKA MOKa He M3BECTHO.
Mo-Bnanmomy, 6e3BpefeH Ana nioga n Takoi BapmaHT Y3U, Kak
LBeTHasa gonnnepomeTpus. FocnegHio, 04HaKO, PEKOMEHAYIOT
NPUMEHATbL NPU UCCNef0BaHUN Nnoja, HaumHasa co Il TpumecTtpa
6epemeHHocTH (KOguHa E.B., Meggeges M.B., 2002).

BmecTe ¢ Tem, nNpu ucnonb3oBaHum Y 3W B akyLlepcTBe U TnHe-
KO/IOrMN MHOTWE aBTOPbI MPU3bIBAKOT NPULEPXMBATLCA NPUHLMUNA
ALARA —«As Low As Reasonably Achievable», T.e. «Tak Mano, Kak
6naropasyMHO JOCTMXUMO». TpuaepXmBaTbca 3TOr0 NpuHLMNa
pekomeHgyeT 1 EBponelickas accouunauna nepuHaTasbHON Megu-
uunHbl (Carrera J.M., Di Renzo G.C., 1993). B HacTosiLLee Bpems
cornacHo MNMpukaszy M3 P® Ne 457 ot 28.12. 2000 r. BCeEM GepeMeH-
HbIM peKkoMmeHayeTcs TpexkpaTHoe Y3WM Ha 10—14-i, 18—22-i
n 30—32-ii Hepensix 6epeMeHHOCTH.

Yauwie gpyrmx npyu 6epeMeHHOCTM MPUHMUMaOT aHTMbaKTepu-
a/ibHble MpenapaTbl W, NPeXae BCero, aHTMoMoTMku. OBbIYHO KX
npumMeHsAT BO |l TpumecTpe 6epeMeHHOCTH, T.e. Y)Ke nocne 3a-
BEpPLUEHUA NnaLeHTaLuM W aKTUBHOro opraHoreHesa. OfHako
MHorga (npu ocTpoMm 3ab0/seBaHMM) NOKa3aHO Ha3HauYeHne aHTu-
61oTMKOB B | TpUMecTpe. B aTnx cnyyasx pekomeHaytoTca npena-
patbl NEHULWUINMHOBOIO psAja U LedanocnopuHbl, KOTOpble He
0KasblBalT OTpuuaTensHOro geinctema Ha nnog (Ostensen M.,
Ostensen H., 1996). B cBsi3u ¢ LWUMPOKMM pacnpocTpaHeHUeM re-
HUTaNbHbIX MH(EKL WA, 0COBEHHO X1aMMAN03a, HepeaKo npume-
HAIOTCA MpenapaTbl TeTPaLUKIMHOBOrO pafa — TeTPauuKIIvH,
METaUMK/NH, JOKCMUMKAMH. [penapaTtbl 3TOM TFpynnbl erko
Npeo4oneBaldT MnaueHTapHbI 6apbep M B OTAE/bHbIX Cly4asx
MOTryT OKa3blBaTb TEpPaTOreHHoe aeiicteue Ha nnog (Czeizel AE.
et al.,, 2001). TeTpayMKvHbl 06pa3ytOT KOMMIEKChl C KanbLyeM
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1 OTKNafblBAKOTCA B 3a4aTkax KoCTeil u 3y6oB, Hapyllas B HUX
cuHTe3 6enka. KoHUeHTpauus TeTpauuKiMHOB B MYNOBUHHOW
KpoBM MOXeT pgocturate 10—15% OT ypoBHA UX cofepXaHus
B KPOBW MaTepm.

Mpwn n3yyeHnm cocTosaHUs 64 getein B Bo3pacTe oT 1740 6 fieT,
POAMBLUMXCA OT MaTepeid, NOMyYaBLWINX B Nepmog 6epeMeHHOCTH
Masble 403bl TETPALMKANHA B BUAe Maseid, He 6blf0 BbISB/EHO HU-
Kakux BpoXxeHHbIX fethekToB (KuptoweHkos A.l., 1988). AHa-
N3 340poBbA AeTeit (21 yenosek) B Bo3pacTe 3-4 NeT, MaTepmn Ko-
TOpbIX B | TpUMecTpe 6epeMeHHOCTN MoayYanu Kypcbl NeYeHuns
aHTUOMOTUKaMU TETPALMKIMHOBOTO pAfa B TepaneBTUYECKUX [0-
3ax U MeTpoHmngason (17 geteii) No NOBOAY BOCMa/IMTENIbHBIX 3a-
60neBaHNii MOYeNono0BOM CUCTEMbI, He BbIBU/ KaKOW-n160 na-
TONOrMKW, YKa3blBaloLWEen Ha OTpuuaTesibHOe AeliCTBME 3TUX fe-
KapcTB. besBpefHbIMW 418 NN04a YeNOBeKa 0Ka3anucb U manble
fo3bl acnupuHa - 0,25-0,5 r/geHb. Bee 3T HabnogeHus ceuge-
Te/IbCTBYIOT O TOM, YTO BOMPOC O JIeHeHUN BepeMeHHbIX ManbiMu
[,03aM1 aHTMOMOTUKOB TETPALMKINHOBOTO pAfa CnedyeT pewatb
MOMOXUTENBHO.

MopobHas cTpaTerms AoO/MKHa CO6/M0AATECA B OTHOLLEHUM
MeTpoHuaasona (pnaruna, Tpuxonona), 6aktpuma (Kapnos O.U.,
3aiiueB A.A., 1998). Coobuiaetcs Takke 0 45 6epeMeHHbIX, CTpa-
[aBLUMX PEBMATU3MOM U NMPUHMMABLUUX BO Bpems 6epeMeHHOCTH
HecTepouAHble aHTUBOCNAINTENbHbIE Npenapartbl. HW y 04HOro 13
POAMBLUMXCA Y HAX A€Teli He HalleHO HUKaKMX NPOSB/EHWI Tepa-
ToreHHoro BnmaHua (Ostensen M., Ostensen H., 1996).

AHTnbaKTepmanbHaa Tepanus Npu yporeHUTanbHOW MH(EK-
UMK y 6epeMeHHbIX NMPOBOAMUTCA C YUYETOM XapaKTepa Bo36yAauTe-
N§, ero YyBCTBUTENbHOCTW K npenapaTy v T.4. MNpu 6epemeHHoOcC-
TV NPOTMBOMNOKAa3aHbl Npenaparbl MPOANEHHOTO AeCTBUA U AN-
TeflbHble Kypcbl fiedeHuns. Kypcbl neyeHuss 06bIYHO COCTaBNAOT
5-10 gHei (MawkoBckunin M.[., 1993). AkyLiep fO/MKEH NOCTO-
SHHO MOMHUTb 0 MaKCUMa/lbHOM COKpaLLeHMKM nepuoga 60s1e3Hu,
0CO6EHHO ec/iM OHa COBNAfaeT C KPUTUYECKUM MEPUOAOM pa3Bu-
TUS nnoja.

CornacHo MHeHuto akagemuka [.M.J1asloka, LOCTOBEpPHbIe
AaHHble O TepaTOreHHOM AeliCTBUM Ha 3IMOPUOH YenoBeKa aHTu-
6MOTUKOB 1 aHTMHaKTepPUanbHbIX CPEACTB, MPUHUMAEMbIX B Tepa-
NeBTUYECKUX J03ax, OTCYTCTBYIOT (Jlastok .., 1991). MpuHATO
cumTath, YTO MepBble ABe Hepenn 6GepemMeHHOCTM He OMacHbI
B nsiaHe (POpMMPOBaHMSA MOPOKOB: 3apoAbiw Nnbo nornbaet go
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WX BCKOPE Mocne MmnaaHTauum, nnbo pasBmBaeTCs HOPMasbHO
(cm. 4.2). OnacHOCTb Ans Nnoja YenoBeKa Ha 3TUX CTafusAX MOryT
npeacTaBnAaTb NPOTUBOOMNYXO/EBbIE MNpenapaTbl (LuMknogochaH
M T.4.), BTOM 4yncne aHTUOMOTUKMN (aKTUHOMULMH W Ap.), npume-
HAEMble 415 NeveHns 601bHbIX C OHKONOTMYECKMMM 3a601eBaHm-
AamKn (cM. 4.2.2).

Hepenko obpawatotcs 6epeMeHHbIe U MO NOBOAY NMPUMEHE-
HWUA KOPTMKOCTEPOMAHbLIX NpenapaTos, KOTOPble Ha3HavalT npu
HeJOCTAaTOYHOCTW KOPbl HaAMOYEeYHMKOB, KonareHosax (CMCTem-
Has KpacHas BOMYaHKa, NpefHM30/0H3aBUCHMas 6pOHXMaNbHan
acTma u gp.). OTMeHa neyeHNs ypesaTa 3aMeTHbIM YXY[LLIEHNEM
COCTOAHNA GepeMeHHOMN, MOXET NPUBOAUTL K «CUHAPOMY OTMe-
Hbl». IMeloTCs yKa3aHUa Ha TO, YTO KOPTMKOCTEPOUAHbIE Npena-
patbl B 60/bWNX [03aX BO BpeMs 6epeMeHHOCTU MOryT NpuBO-
OUTb K pacliennHe TBepAoro Heba, HeJOCTAaTOUHOCTU KOPbI Haj-
MOYEeYHWUKOB, TMMNOrNMKEMUN, OTCTABAHUIO YMCTBEHHOIO pa3Bu-
TUS, BHYTpUyTpobHOI rnbenu nnoga (Buxpyk MA. u gp., 2001).

B akcneprMeHTax Ha Mblllax KOPTUKOCTEPOUHbIE Mpenapa-
Tbl MPU BBEEHUN B Nepuoj opraHoreHesa MHLYLMPOBaNN aHo-
Mafin MNLLEBOr0 Yepena, Hagno4Ye4yHWKOB, a3 U KOHEYHOCTEN,
OTMeYanuchb pacluenMHa TBepAoro Heba, katapakta (Ye6o-
Taps H.AA. n gp., 1994). Bmecte ¢ TeM, 60MbLIOA KIMHNYECKUIA
OMbIT CBUAETENLCTBYET O TOM, YTO BO BpemMs 6EPEMEHHOCTH Npu-
MeHeHWe 3TOl rpynnbl NpenapaToB He MpPOTMBOMNOKasaHo (Ku-
proweHkoB A.T., 1988; Kowenesa H.I'. n gp., 2002). ix Ha3Ha-
YeHMWe 3aBMCUT OT NOKa3aHWiA 1 NPOBOLMTCA NOJ KOHTPOMEM CO-
JepXxaHua CTepouzoB B KPOBU M B MoYe. besonacHbiMu ang 6e-
PEMEHHBIX ABMATCA CefyoLne KOPTUKOCTeponibl: KOPTU30Ha
auerat B go3ax ot 50 go 100 wmr, npefHN3010H —5—20 MI nUnn 3k-
BUBA/IEHTHble [03bl APYrMX npenapaToB CXOLHOTO AencTBus
(XappeH A.P., 1985).

BonbLuyto TpeBory o 340poBbe OyayLlero pebeHka UCnbITbiBa-
0T 6epemeHHble, CTpagjaroLLme aNuenTM4eckoin 6onesHbo. Co-
rN1acHO MHEHUIO CMeLnanncTos, 6epeMeHHOCTb He NPOTUBOMOKA-
3aHa 60/1bHbIM 3MWUAENCHel B Cy4Yasx CTONKOA pemuccum 3abo-
neBaHNa 1 Npy cybKOMMNeHcaummn ¢ peLKrMM 3NUMNenTUYECKUMM
npunagkamu (Kapnos B.A., Bnacos IN.H., 1996). MNpoTtnsonoka-
3aHMeM K 6epeMeHHOCTM ABNSETCA YCTONYMBAA K IEYEHWIO 3MNK-
Nencus ¢ yacTbiMM Npunagkamu. Tepanus NPOBOAUTCA C UCMONb-
30BaHWEM MWHUMANbHbLIX 3PNEKTUBHBIX 403 MPOTUBOCYA0POX-
HOro npenapara u, No BO3MOXHOCTK, B BUAe MOHOTepanuu. Mpe-
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napaTom Bbl6opa B 3TUX Cnyvasax ABASeTCA (OUHNENCUH (CMHOHU-
Mbl: KapbamasenuH, Terpeton).

[Jpyrvie npenapatbl U3 3TOW rpynnbl 06/1a4al0T ABHbIM TepaTo-
reHHbIM geiicTBmeMm. Tak, uccnefoBaHa yacToTa spina bifida y 261
pebeHka, MaTepn KOTOPbIX A/IUTENIbHOE BPEMS MOMydanu NpoTu-
BOCYZOPOXHbIA npenapaT fenakuH (CMHOHWMbI: BanbnpoeBas
KucnoTa, KoHeynekc) (Omtzigt J.G.C., Lindhond D., 1993). Yac-
TOTa 3TOr0 NMOPOKa B AaHHOM Bbi6bopke cocTaBuna 8,3%. B cnyuae
Lpyrux npoTUBO3NUIENTUYECKUX NpenapaTos YyacToTa spina bifi-
da coctasuna 6,9%. B uenom, y geTeli, MaTepn KOTOPbIX 60/bHbI
anunencvein 1M NPUHMManNU npenapartbl BafbNPOEBON KUCNOTbI,
MOPOKW pa3BUTUSA BCTPeYvanuch B 2-3 pasa valle, 4em y 6epemeH-
HbIX, NMOMYyYaBLUMX APYrvie NpPoTUBOCYLOPOXHbIE cpeacTsa (Ray-
mond G. et al., 1993).

CyLlecTBYIOT JaHHble, YTO MPUMEHEHWE BO BPeMs GepemeH-
HOCTU AVQEeHUNTUAaHTOMHA (CUHOHWUMBI: AWNAHTUH, AUQEHVH,
rMAaHTOWH) NPUBOAWUT B 2-5-KPaTHOMY YBEIMYEHWUIO YaCTOThI
BMP. Pa3BuBaeTCA Tak Ha3blBaeMblil MAAHTOMHOBLIA CUHLPOM,
L5 KOTOPOro XapakTepHbl OTCTaBaHWE MCUXUYECKOro pas3BuTHs,
3ajepXKa pocTa, pacliennHa TBEpAOro Heba n BepxHel ryo6bl,
CMWHHO-MO3r0BbIe TPbDKW, TMMONIa3na HOrTeBbIX (hanaHr U Hor-
Teli NanbLes; BAaBAeHNe NePeHOCULLbI U CKOLLIEHHbIe BBEPX OPOBW.

AMepuKaHCKoe 06LLEeCTBO aKyLlepoB-rMHeKON0roB PeKOMeH-
[YeT, N0 BO3MOXHOCTU, BO3JEPXMBATLCA OT UCMNOJIb30BaHUA Npe-
napaToB peHo6apbUTaNIOBOro psja BO BpeMs 6epeMeHHOCTUN BBU-
[y X BO3MOXHOTO TepaToreHHOro AeicTBms Ha nnog. 3secTHo,
YTO Y XKEHLLMH, ANUTE/IbHOE BPEMS NPUHMMABLUUX NMPOTUBOCYAO-
POXHble MpenapaTbl, B 3-4 pa3a CHUXeHO coepxaHue ¢onue-
BOM KMCNOTbl, NO3TOMY BO BPeMsi GEPEMEHHOCTU OHU LO/KHbI
0653aTeNIbHO NonyyaTb 60/bLUMe [03bl 3TOrO nNpenapata. Ponue-
Bas kucnota (PK) aBnseTcs XopoLmMm NpPoTEKTOPOM psja nato-
NOTUYECKUX COCTOSHUI Yy NN04a, NO3TOMY ee NpuMeHeHune Ao Ge-
PEMEHHOCTW paccMaTpMBAaETCA KaK BaXKHbIi cNoco6 NpekoHLen-
UMOHHON npodunakTnkn BH3 (cm. rnasy 1). @K cnegyet npuHu-
MaTb 3a 2--3 Mec. J0 3a4yatma no 400 MKr/geHb U NpofosKaTh
npvem 1o 10 Hes. 6epeMeHHOCTU. OTO NO3BOJIAET CYLLECTBEHHO
CHM3WUTb YaCTOTY aHOMaNiA, CBA3aHHBIX C Ae(heKTaMm 3apaLleHns
HepBHOW Tpy6kun — A3HT (aH3HUedanMm, CAUHHO-MO3rOBbIX
rpbDK) M YMEHbLIAeT BEPOATHOCTb XPOMOCOMHbIX 60ne3Hei
y nnoga. Takas npounakTuka 0Co6eHHO NoKasaHa AN XEeHLWMH,
KOTOpbIE ABNAIOTCA HOCUTENAMU (DYHKLMOHAILHO HEMOHOLEH-
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Horo BapuaHTta (MyTtaumm C677T) reHa MeTuneHTeTparmapodo-
natpegykTasbl - (hepMeHTa, OTBETCTBEHHOrO 3a MnpespalleHune
®K B ee MeTaboMueckn akTuBHy0 hopmy - TeTparngpodonve-
Byto kmucnoty (Evans M.I. et al., 2004). YacToTa 3Toin myTauun
y HaceneHuns Poccum Haxogutca B npegenax 5-10% (bapa-
HoB B.C. u gp., 2000). BbiiBieHWE XEHLLNH C MYTaHTHbIM Bapu-
aHTOM 3TOrO reHa elle B NPeKOHLenUMoHHOM nepuoje v Ha3Ha-
YeHne UM NPOGUNAKTMYECKOro npuema 60nbLInX 403 HOMeBol
KUC/IOTbl MMEET BAaXHOe MPAaKTUYECKOe 3HauyeHue AN npemy-
NPexXAeHNs BPOXAEHHbLIX MOPOKOB PasBUTUA U XPOMOCOMHbIX
6onesHeii y nnoga (cm. rnasy XV). o pekomeHgaunm KomumrteTa
CLUA no KOHTPO/O 33 NULLLEBLIMU MPOAYKTAMW N MeANKaMeHTa-
mn (Food and Drug Administration —FDA) ¢ 1995 . B x/1e6 1 He-
KOTOpble Apyrue My4Hble MNpPOAYKTbl fob6aBnseTcs (onuvesas
kucnoTta (Evans M.1. et al., 2004). B pe3synbtate B 2001 1. no cpas-
HeHuto ¢ 1990 r. poxaeHue geteit ¢ A3HT B CLUA yMeHbLINAOCH
Ha 19%. OTMeYeHO W YMeHblLUeHMe 4acToTbl 60ne3Hn [ayHa
y nnoga (Rampersaund G.C. et al., 2003).

Mbl Habnoganm 60MbHbIX CO CKNepOLEPMUE U C HacneacT-
BEHHOI 00Ne3Hblo - renaroNeHTUKyNAapHoN aereHepauueli (60-
ne3Hb BunbcoHa-KoHoBanoBa), KOTopble, HECMOTPS Ha CTporue
npesynpeXxxaeHns Bpadeid, 6epeMeHeny n poxxann 340p0OBbIX LeTel
(Baxapnosckuid B.I. n gp., 2003). 3BeCTHO, 4TO ANA Takux 60/b-
HbIX NpenapaTtoM Bbl6opa ABNAETCA NeHnuunnammH. CyllecTsyeT
0MacHoCTb, YTO BCNeACTBUE NOAABNEHUSA NEHULUANAMUHOM CUH-
Te3a KonnareHa y nnoga (HOBOPOXXAEHHOro) MOXeT copMumpo-
BaTbCs (heHOKonms (NCeBLOCUHAPOM) HacneACTBEHHOW 60/1e3HM
Onepca-faHno. BmecTe ¢ Tem, 04eBUAHO, YTO OTMEHa npenapaTa
NMPUBOAMT K YXYALUEHNIO COCTOAHMA. Hall OnbIT NoKasbiBaeT, YTo
Ha (hoHe Hebonblwmnx fo3 neHuuyunnamuHa (300-400 mr/geHb)
nofaepXmeanacb CTabunbHas KapTuMHa OCHOBHOro 3aboneBaHus
n 6epeMeHHOCTb npoTekana 6e3 ocobeHHocTeli (Baxapnos-
ckuii B.I". n gp., 1982; 1997). lleTn OT maTtepeii ¢ 601e3HbI0 Busb-
coHa-KoHOBan0Ba yXe LOCTUINN ABafLATUNATUNETHErO BO3pac-
Ta W pasBMBalOTCA HOpPManbHO. BrnonHe 340pOBbIM BbIFNALUT U
8-neTHWIA pebeHOK OT mMaTepu co cknepogepmuein. Takum ob6pa-
30M, Mbl He Habnwgany No60YHbIX AECTBMIA MEHULUANAMUHA.
YuutbiBasi, 04HaK0, MHOroo6pasune BO3MOXHbIX NPOSBAEHUIA Te-
paTtoreHHoW akTMBHOCTU (MOpONOrmyeckme, BMOXMMUYECKNE,
CTOMKMe (DYHKLMOHANbHbIE U Ap.), AaXe BECbMa MPOAO/IKNTENb-
Hble HabNoeHNs BCe elle eAMHUYHBI U NOKa HefoCTaTOuYHbI AN
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MOJSTHOTO NCKNOYEHMNS NOBPeXatoLLero atheKkTa NeKapCTBEHHO-
ro npenapara Ha nnog. [aHHoe 06CTOATENLCTBO HEOHXOAMMO
yunTbIBaTb MPW BbIpabOTKEe peKoMeHAaunidi no BefeHuo Gepe-
MEHHOCTU 1 MPOrHO3MPOBAHUIO €€ UCXO0B.

[l0BONLHO peAKo B MPOTMBOOMYXO/EBLIX Mpenaparax HyXfja-
t0TCS 6epemMeHHble, CTpaAaBLUne UM CTPafatoLL e OHKONOrnyec-
KUMK 3a60M1E€BAHNAMUN, HO KAaTEropuMYeCKM HaCTPOEHHbIE BblHa-
lwmBaTb 6epeMeHHOCTb. K coXaneHuto, NpakTUyecku Bce npena-
paTbl LMTOCTATUYECKOrO [AeNCTBUA SABNAIOTCA TepaToreHamu.
B yacTHOCTM, MeTOTpeKcaT —aHTUMeTabonuT, feincTBMe KOTOPO-
ro CBA3aHO C MHIMOUpPOBaHMEM (hepMeHTa METU/IEHTETparngpo-
thonaTpeayKTasbl, NpeBpaLlaroLLero PONneBYH KMCOTY B €€ aK-
TUBHYIO (hopmy (CM. Bbllwe). MocneHAa yyacTByeT B bBUOCUHTE3E
HYKNENHOBbIX KUCNOT. Ee geuumnT cnocobCcTBYeT He TOMLKO Te-
paToreHHoOMY, HO U MyTareHHoMmy agekTy (cM. rnasy XV). MNpu-
€M MeTOTpeKcaTa faxe f0 6epeMEHHOCTM MOXET ObITb MPUUYNHON
XPOMOCOMHOIA naTonorum y nnoga. Mpu gencTemm MetToTpekcaTta
B | TpMecTpe 6epeMeHHOCTN BO3MOXHO POpPMMpPOBaHUE Aedek-
TOB LieHTpa/ibHO HEPBHOWM CUCTEMbI, KPOBETBOPHOTO annaparTa,
KOCTHON M MOYEBbILENNTENbHON cucTeM. VIMeoTCa MHOro4uc-
NeHHble faHHble O TepaTOreHHOM [eiCTBMU U Apyrux NpoTUBO-
onyxosneBbIX NpenapatoBs (Jlastok .M., 1991).

Takum 06pa3om, NpUMeHeHMe MeToTpeKcaTa v Apyrmx npoTu-
BOOMYXO/EBbIX MpenapaToB B MepBble Hefenn 6epemMeHHOCTH
creflyeT pacCcMaTpuBaTh Kak BECKOe OCHOBaHWUe A/11 NMPepbIBaHUS
6epemeHHOCTU. [py HaCTOATE/IbHOM >XeNaHWUMW KEHLWHbI CO-
XpaHuTb 6epeMeHHOCTb HEO6X0AUMO ¥3 uccnefoBaHue B fuHa-
MUKE, LOMOMHEHHOE BGMOXMMMWYECKMM aHann3oMm 3Mb6puoHanb-
HbIX MapKepPHbIX 6e/IKOB B CbIBOPOTKE KPOBU C LIE/bIO BbISIB/IEHNSA
MOPOKOB pa3BuTKA y nnoga. NpoBegeHne npeHaTanbHOro Kapu-
OTUNNPOBaHWA MA0Aa OMpPaBAaHO TOMLKO B C/lyYae MPUMEHEHUS
XXEHLWMHOW “An cynpyrom npoTMBOOMYXO/EBbIX NPenapaTos 40
3ayaTua. Ecnm umToCcTaTMYECKOe Jle4eHUe NpoBOAUIOCE YXKe BO
Bpemsa 6GepeMeHHOCTU, TO KapuoTUMMpOBaHWe Nioja He onpas-
[aHO, TaK KaK He JaeT LOMNO/HUTEeNbHOM MH(opMaLmm 0 COCTOs-
HUWM reHoma naoga v, COOTBETCTBEHHO, O MPOrHO3e ncxoga 6epe-
MEHHOCTH.

He BbI3bIBa€T COMHEHWSA, YTO €CN fie4eHne 3ab6oneBaHNs Ma-
Tepn NpeAcTaBaseT ONPefeneHHbI puUck Ans naoga, TO Bpad,
npexzae 4Yem HauyaTb Tepanuio, JO/MKEH Pa3bACHWUTbL MaLMeHTKe
BCE MOMOXKMTENbHbIE U OTpULLATE/IbHbIE CTOPOHbLI TaK0M Tepanuu.
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Takum 06pas3oM, aHann3 JaHHbIX MTepaTypbl U Haw co6CT-
BEHHbIIA OMbIT, OCHOBaHHbIE HA MHOTOYMCIEHHbIX KAUHNYECKNX
HabMoAeHNAX, NOKa3blBalOT, YTO NPOBEAEHME psAja LUArHOCTU-
Yyeckux npouesyp u npuMeHeHWe BO BpeMs 6epeMEHHOCTU He-
KOTOpPbIX NEKAPCTBEHHbIX MpenapaTtoB Janeko He BCerfa 3asep-
LLIaeTCa poxaeHneM pebeHka c aHOManuaMun passuTua Unu gpy-
rMMW NPOABNEHUAMW TepaTOreHHoro geicteus. MpaBga, Kak
YKa3blBanoCh BbIlle, BO BCEX MOAOBGHLIX CAyyasaxX TPYAHO CyauTb
0 BO3MOXXHbIX OTAANIEHHbIX NOCNEACTBUAX TaKOW BHYTPMYTPOO-
HOWM «Tepanuu». Mbl BNO/IHE 0CO3HAEM WM3BECTHYI OrpaHWyYeH-
HOCTb B 3KCTPanonsuMn Ha 4enoBeka pesynbTaToB TecTUpOBa-
HUA Ha NabopaTOPHbIX XMBOTHbLIX TEPATOreHHON akTUBHOCTU
nekapcTs. BmecTe ¢ Tem, yuuTbiBasA nevasbHblii MUPOBOWA OMbIT
C NpenapaTtoM TanngoMuaom («tanugommugHas» tpareams 1960-x
rogos, NPUBEALIASA K POXAEHWNIO LECATKOB ThbiCAY AeTel C Taxe-
NbIMU BPOXAEHHbIMU NOPOKaMU PasBUTUSA), HENb3A UTHOPUPO-
BaTb CYLLECTBYIOLLME OrpaHUYeHnsa Mo npuemy eKapcTs npu
6epeMEHHOCTH.

MpakTnka nokasana, YTO KaXkAaa >KeHluHa BO Bpems bepe-
MEHHOCTW MPUHWUMAET, B CpefHeM, 0K0M0 4—5 fiekapcTs, B TOM
Yyucne N He PEKOMEH0BaHHbIe K YNOTPe6/eHNIO B 3TOT NepUo.
ECTecTBeHHO, 4YTO Takue Cly4vanm HYXAalTcs B CaMOW TwiaTeslb-
HON W peTanbHOW NPopaboTKe B OTHOLUEHUW TaKTUKMN BefeHus
6epeMeHHOCTUN, HEOBX0AUMOCTU MHBA3NBHOI MpeHaTa/IbHON An-
arHoCTMKM, UCXOL0B POLOB Y AONTOCPOYHOr0 NPOrHO3MPOBaHUS.

OnpefeneHHy0 NMOMOLWb B MPUHATUU peLleHUs MOryT aatb
COOTBETCTBYIOLUME CMpPaBOYHbIE PYKOBOACTBA MO KAMHWUYECKOM
M 3KCMEPUMEHTANbHON TepaTtonornu, CyMMUpYHOLLME MUPOBOIL
OMbIT MO TEPATOreHHON aKTUBHOCTM NIEKAPCTBEHHbIX MpenapaToB
B 9KCMEPUMEHTE 1 B KIMHNYECKOI npakTuke. CyLLeCTBYIOT U yiKe
MCMOJMb3YIOTCA CneumnasnbHble KOMMbIOTEPHbIE Nporpammbl, 06-
nervatowime Mouck Takoi uHgopmaumm (Kapnos O.W., 3aii-
ues A.A., 1998; Shepard Th., 1998). OfgHaKo ee OLeHKa U afek-
BaTHad MHTepMpeTaLus MoryT 6bITb CAenaHbl TONbKO Creunanmc-
Tamu No NpeHaTasbHON ANarHOCTVKe B COTPYAHMYECTBE C aKylle-
paMu-rnHekonoramy. PeKOMeHAaunn no npepbiBaHNI0 6epemMeH-
HOCTW MOC/e BO3AeNCTBMS NeKapCTBEHHbIX MNPenapaToB Unu, Ha-
060pOT, BO3MOXHOCTb €€ MPOLO/KEHUS AO0MXKHbI OblTb YETKO
NnpofymaHbl U B3BELUEHbl C YYETOM TOr0 K/MHUYECKOro OnbITa,
KOTOPbIA HaKOMMEH MO JaHHON npobneme. Moaxon K Kaxgomy
TaKoMy C/lyyato [o/KeH ObITb CTPOro MHAMBMAYaNbHBLIM. 3ajava
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MeAMKO-TeHETUYECKOr0 KOHCYNbTUPOBAHWSA B YCMIOBUAX akyLuep-
CKO-TMHEKONOrMYECKON KNWHWUKW CBOLAMTCA TOMbKO K pacuyety
3MNUPUYECKOTO PMUCKa BPOXKAEHHOWN 1 HacneACTBEHHOW NaTono-
rmm y nnoga. OKoHYaTeNnbHOEe peLleHne o cyabbe 6epeMeHHOCTH
NPUHMMAET TONLKO Cama XXEHLMHA, NOMYYMBLIAA MAKCUMa/bHO
06BEKTUBHYIO MH(OPMaLUIO.

3AK/TKOYEHWE

Tepatonorus - Hayka 0 BO3HUKHOBEHMWM, ANarHOCTMKE U Npo-
(hMNAKTUKe BPOXAEHHbLIX MOPOKOB (YPOACTB). BpoXaeHHble no-
poku pa3suTua (BMP) - 3To cToiKMe mopdonoruyeckue, 6oxu-
MUYecKue M (YHKUMOHAaNbHble HapyLlleHus y nnopa, o6ycnos-
NeHHble MOBPEXAALW MM AeACTBMEM 3K30TMEHHbIX UAN 3HLOTEeH-
HbIX (PaKTOPOB BO BpeMs GEPEMEHHOCTH.

3apoAblluy YenoBeka 06HapyXXMBaKOT MOBbILLEHHYIO YYyBCTBU-
TeNbHOCTb K [EACTBMIO PasnnyHbIX MOBPEXAArWMnX (HakTopoB
KaK HacneCTBEHHOW, TaK 1 3K30reHHO npupogpl. X 0ocob6eHHo
BbICOKaa YyBCTBMUTENbHOCTb K TepaToreHam 0TMEYaeTCcs BO BpeMs
1-ro (nmnnaHTayma, 6nactynaums) n 2-ro (akTMBHLIN OpraHore-
He3, NnaueHTaunsa) KpMTUYECKNX NePUOLOB PasBUTUSA. YUnTbiBas
cneunmnKy NoBPEeXAroLMX areHToB, MHOr03TanHoOCTb POPMU-
POBaHMA MHOTUX XXM3HEHHO BaXHbIX CUCTEM OpraHn3ma, Heob6xo-
OUMO paunoHabHO OpraHu3oBaTh 3alMTy Nao4a He TOMbKO BO
BpEMSA KPUTUYECKUX MEPUOAOB PasBUTUA, HO 1 B TeYeHMe BCEro
BHYTPMYTPOGHOI0 nepmoga.

TepaToreHHas akTUBHOCTb XMMWYECKMNX BELLECTB 3aBUCUT OT
cTagum ambpuoreHesa, cneynpuUKN camoro npenapara, ero fosbl,
0COOEeHHOCTeli MeTabonM3ma B OpraHuM3Max Mmarepu W nnoga.
dakTopbl, 06nagaroLme TepaToreHHbIM JeiCcTBMEM, MOTYT ObITh
XUMUYECKUMU, PU3NYECKUMU, BUONOTUYECKUMU. TepaToreHHbl-
MW 48 NN0Aa YeNnoBeKa MOryT TakKe ObiTb HEKOTOPbIe TAXENble
MeTabo/IMyecKme HapyLLeHna y matepu. Yuco hakTopos ¢ foKa-
3aHHOW TepaToreHHOWN akTMBHOCTbLIO A8 M/0j4a YeNoBeKa HeBe-
nuko. MNprMeHeHne npenapaToB BO BpeMs 6epeMeHHOCTHU credy-
eT M0 BO3MOXHOCTW OrpaHuumBatb. B cnyyae Heob6xogumMocTu
OHO [0/HKHO MPOBOAMNTLCA TOMIBKO MO Ha3HAYEHMIO Bpaya.

BaxHas ponb B NpogmnakTMKe BO3MOXHOIO TepaToOreHHoro
apekTa NPUHALNEXKNT MESUKO-TEHETUYECKOMY KOHCY/bTUPOBa-
HWIO, NPeHaTa/bHON AMArHOCTUKE, ONpeAeneHNio MHAMBUAYaNb-
HOM (hapMaKOoreHeTMYeCKOolW YyBCTBUTENbHOCTU (reHeTuyeckas
KapTa pernpoAyKTUBHOIO 340POBbS) W, HAKOHEL,, PaLVOHaNbHOM
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NPEeKoHLenunoHHol npogunaktuke. OCHOBY NOC/NeAHel COCTaB-
NseT NpuemM TepaneBTUYECKUX 403 (DONMEBOW KUCNOTbI U MyNbTH-
BMTaMWHOB [0 3a4aTia U Ha NPOTSXKEHUW NepBbIX MecsaLes bepe-
MeHHOCTU. Kak noka3biBaeT MUPOBOW OMNbIT, Mepbl NMPEKOHL,enLm-
OHHOI NPOUIAKTUKN O0COBEHHO 3P EKTUBHBI B MPOPUIAKTHKE
BPOXEHHbIX MOPOKOB LLeHTPa/IbHO HEPBHOW CUCTEMBbI.

Ha ocHOBaHMU COBCTBEHHOIO OMNbITA U NINTEPATYPHbIX AaHHbIX
paccMOTpPeHbl 0CO6EHHOCTM TEPATONOrMYECKOro KOHCYIbTUPOBA-
HWA. [NaBHble U3 HUX - HEBO3MOXHOCTb MOSIHOCTbIO M36eXaThb
npvemMa nekapcTs npu 6epemeHHocTy (1), MpeyBenMyeHHas onac-
HOCTb TepaTOreHHoro AelictTeua apmnpenapaToB Ha nnog (2),
HeoOX04MMOCTb CTPOr0 WHAMBMAYANbHOFO MOAX0A4A K OLEeHKe
prcKa noBpexagarLLero sdeKTa c y4eTOM CpOKa 6epeMeHHOCTH,
[03bl Mpenaparta, A/JWTEeNbHOCTU JlevyeHus, Tuna 3abonesBaHus
1 XapakTepa ero TedyeHuns (3); He06X0AMMOCTb Nog6opa hapmnpe-
napartoB, 061afalLLnMX MUHUMabHBIM MOBPEeXAarLWwmm ahdek-
TOM Ha N/04 B YC/TOBUSAX XPOHUYECKMX 3a601€BaHN 6epeMeHHO
(4); HEeKOpPPEKTHOCTb IKCTPAnoONALMM Ha YesloBeKa pe3ynbTaToB
TeCTUPOBaHWNA TePaTOreHHON akTUBHOCTW Ha 3KCMepUMEHTaNb-
HbIX XXMBOTHbIX (5); OrpaHNUYeHHOCTb UHCTPYMeHTaNIbHbIX (Y3W)
N nabopaTopHbIX (MapKepHble Genkn B KPOBU XEHLWUHbI) BO3-
MOXHOCTeli 00BbeKTUBHOM OLLEHKN COCTOAHMA N104a nocne npu-
ema (hapmnpenapaToB WU NMOBPEXJAKLLMX BO3AENCTBUIA BO Bpe-
M5 6epemeHHOCTU (6).



MMABAYV. OCOBEHHOCTN
MEANKO-T'EHETNYECKOI'O
KOHCYJIbTVPOBAHNA MNP BEPEMEHHOCTW

Meauko-reHeTnyeckoe KoHcynbTuposaHue (MIK) asnsem-
CSl BaXHeliLlel coCcTaBnAOLWEl B KOMMIEKCE HENPAMbIX MET M -
[0B 06cneaoBaHna 6epeMeHHOl XeHWMHbl C Lenbio npogu-
NaKTUKMN HACNeCTBEHHbIX U BPOXEHHbIX 601e3Heit (CM. rnasy
[11). CyTb MI'K 3akntouaeTca B OnpefesieHMn NporHo3a poXkaeHns
pebeHKa C HacnefCTBEHHOW M BPOXKAEHHONM MaTOMOrvei, B 06bsic-
HEHUN BEPOSSTHOCTU HEeBMaronpusTHOrO mcxopa 6epeMeHHOCTM
1 B MOMOLLIN >KEHLLIMHE (CeMbe) B MPUHATUN PeLLeHNs O e TOPOXK -
JeHun. CneflyeT UMETb B BUAY, YTO MeAWNKO-TeHETUYECKOe KOH-
cynbTupoBaHue B M/[, nMeeT cBOU XapakKTepHble 0COBEHHOCTH,
oTAuYalLULMe ero OT TpPaguMLMOHHOW paboTbl Bpaya-reHeTuKa.
Mpexxae BCEro, ero OCHOBHOM LeNbio ssnse T ca pa3paboTka anro-
pvTMa NPoMIaKTUKM HACNeACTBEHHON 1 BPOXKAEHHOW namo.ic
rmn. BaXXHO apryMeHTUPOBAHHO NPUHATL peLLeHmne 0 Lenecoob-
pasHOCTU HanpasieHNs 6epeMeHHOl Ha MHBA3MBHYIO AnarHoc-
TUKY 418 WCKMOYEHNUS XPOMOCOMHOW MAW FEHHOIW NaTtonornu
y naoga.

B ngeanbHOM BapuaHTe MeLUKO-TeHETUYECKOe KOHCYNbTMPO-
BaHVE LOMKHbI MPOMTK BCE CeMbU, NNaHUpPYLoLLMe pebeHKa, 1 Bce
XEHLMHbI, Hanpasnsemble Ha M (NPOCNEKTUBHOE KOHCY/NbTU-
poBaHue). PeanbHO BCe BOMPOCHI MEAMKO-TEHETUYECKOr0 KOH-
CYNbTUPOBaHUA PELLAIOTCA B MeLUKO-TeHETUYECKUX KOHCYNbTa-
umax n B LleHTpax nnaHWpoBaHUS CeMbU.

CnepyeT OTMeTUTb, UTO XapakTep MeLUKO-TeHeTUYECKOro
KOHCYNbTUPOBaHUSA 1 COOTBETCTBYHOLLMX PEKOMeHAaLNA npu u-
310/10TMYECKOl (eCTECTBEHHOI) 6epeMeHHOCTU 1 GepeMEHHOCTM
B pe3yfibTaTe WCKYCCTBEHHOro OMNJOA0TBOPEHUA B paMKax npo-
rpamm BCMOMOFaTe/lbHbIX PENPOAYKTUBHbLIX TEXHOMOMUI UMeT
cBOWM ocobeHHocTM. Oba BapMaHTa MeAUKO-reHeTUYEeCKOro KOH-
CYNbTMPOBAHNA PACCMOTPEHbI B AaHHOIA rnase.
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5.1. MEAVKO-FEHETUYECKOE KOHCY/IbTUPOBAHUE

NP ECTECTBEHHOW BEPEMEHHOCTW

Kak nssectHo (Hosukos IN.B., BenbTuies HO.E., 2002; 'vH-
Tep E.K., 2003; boukos H.I1., 2004; Harper P., 2003), 0CHOBHbI€e
3afiayun MeAnKO-reHeTUHYeCKOro KOHCYIbTUPOBaHNA BK/IHOYAtOT:

* YTOYHEHWEe AMarHo3a HacnefCTBEHHOro 3abonesaHus ¢ no-

MOLLbIO FTEHETUYECKNX METOLOB;

* OnpejeneHve TUNa HacnefoBaHWS NATONOMMN B CEMbE;

* COCTaBJ/IEHME NPOrHO3a POXAEHUS pebeHKa C HacneACcTBeH-
HbIM 3a60/71eBaHNEM WAV BPOXAEHHON NaToNoruein He Ha-
CNeLCTBEHHOr 0 MPOUCXOXAEHUS (pacyeT pucka);

* MH(OPMALUA 0 BEPOATHOCTY POXKAEHMUS pebeHKa C MybTu-
(hakTopuanbHbIM 3260/1€BaHNEM B CEMbE BbICOKOIO PUCKA,;

e onpejeneHne Hambonee 3aPeKTUBHOro crnocoba npodu-
NaKTUKMK;

* 00BbSACHEHME B JOCTYNHON (JOpMeE CMbIC/1a MEAUKO-TEHETU-
YeCKOro 3aKNtYeHUs 1 NOMOLLb CEMbE B MPUHATUM peLle-
HUS;

* coumanbHas NMoMoLLb U aganTauns CeMbM K XU3HU € 60/b-
HbIM pebeHKoM.

B mMeguko-reHeTnyeckom kKabuHete (OTAENeHWUW, LEHTPe)
Bpay-reHeTuK BefeT NpremM 60/IbHOMO C NPeAnoaraeMoii Nam yxe
AMAarHoCTMPOBAHHOM HacnefCTBEHHOW NaTonornei 1 ero poacT-
BEHHMKOB. B MeaNKO-reHeTn4eckoM kabnHeTe akyLlepcKo-rmHe-
KOJTOTMYECKON KAMHWKN 6onee yeM B 90% ciyyaeB KOHCYbTUPY-
I0TCA GEepeMEHHbIe XXEHLWMWHbI, UX MYXbSi W POLCTBEHHUKMW.
OcCHOBHOIA 3afjauein Bpada-reHeTUKa sBAseTCA paspaboTka anro-
puTMa NpoUNaKTUKN BPOXKAEHHOW N/MAn HacneiCTBEHHON NaTo-
noruy nopesynbTaTam 06cnef0BaHNA 6epeMEHHO XKEHLLMHBI U Ule-
HOB ee CcembW (cynpyra, feTeil u T.4.) C Lenbio OLEHKM COCTOSHMS
nn1oga v HeobXxoaMMOCTUW NPOBEAEHUA MPeHaTa/IbHOM ANarHOCTUKY
(MA) c npumeHeHWEM WMHBA3MBHbLIX MeTOLOB MOMyYeHUs MI0AHOM0
MaTepuana wi gpyrmx meTogos MAa.

Mnop B faHHOM CUTYyaLmMK TaK Xe, KaK 1 MaTb, ABNSETCA naym-
EHTOM, XOTA W BecbMa HeobblYHbIM. BMecTe ¢ MaTepblo OH CO-
CTaBnseT 04HO Lenoe. Ho, No cyTu, 3TO ABa reHeTUYECKN pasHbIX
opraHusma. AHaTOMO-MOP(OOrMyecKkme n (MU3nNoNornuyeckue
XapaKTepucTMKX NnoLa MOCTOSHHO M3MEHSAKTCA B NOHOM COOT-
BETCTBUW C NpOrpammoil paboTbl ero reHoma.

N3yyeHne HOpPManbHOro 1 NaToNONMYecKoro passuTus 4eno-
BeKa B TeYeHMe BHYTPUYTPOOHOro nepuofa >XW3HW, uccregosa-
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HWe 3TMONOTUYECKUX U NATOreHeTUYECKUX MeXaHW3MOoB hopMHU-
POBaHWA BPOXAEHHOI W HAcNeACTBEHHOW NaTonoruun, onucaHune
UX KJIMHWYECKUX XapaKTepucTuK y nnoga, paspaboTka MeToA0B
NX NeYyeHns n NpoPuNakTUKM HopMMpYyHOT HOBOE Harpas/ieHune
KAMHNYECKON MeauunHbl — theTonornio (Baxapnosckuu B.T,
1994; Baxapnosckuii B.I'., bapaHos B.C., 2003). VimeHHo theT0s10-
M B COYETAHUN C MEAULMHCKON FeHeTUKOW COCTAaBNAT Hayuy-
HO-MEeT OfJNHECKYI0 OCHOBY MEANKO-TEHE TUUYECKOr0 KOHCY/Ib TUPOBa-
HUA B aKyLLIEPCKO-TMHEKO/OrMYECKOM KIMHIKE.

ECTeCTBEHHO, YTO KOHCY/IbTALWA AN PeLleHns BONpoca o Le-
Nnecoo6pa3HOCTV MHBA3MBHOW M, 1 3aKNt0UnTeIbHaA KOHCY/IbTa-
LW Npy Bblgaye O0TBeTa Nocne n1abopaTopHbIX UCCNeoBaHWn Ma-
Tepwana nnoja TpedytoT OT Bpaya-reHeTnKa He TObKO FNy6oKMX
3HaHWiA N0 MeAWLUHCKOW reHeTMKe, HO W LUMPOKORA apyauLmun
B 061acTn penpoayKLmMn YenoBeka, IMOPMONOriK, TepaTonorum,
neauaTpum 1 akyLlepcTBa.

He cnyuaiiHo B 3apybexxHol nnTepaType UCNoNb3ykT NOHATHE
«PEnpoAyKTUBHOE KOHCYNIbTUpoBaHMe». OHO BK/IOYaeT KOHCYbTa-
LVI0 CEMEW, MIaHVPYHOLLMX POXKAEHNE pebeHKa, MPEKOHLENUVIOHHOE
MT K, pekomeHAaLmm Mo NOAr0TOBKe K 6epeMEHHOCT W U OLEHKYPUC-
ka BH3, HanpasneHue Ha nHBasveHyto M [ (cm. rnasy 1V) ¢ nocneay-
IOLLIMM LM TOreHe TUYECKUM, MONEKYISIPHbIM 11 BUOXUMUYECKMM UC-
CcnefoBaHvieM M/I04HOTO MaTepuana.

B npgeansHom BapuaHTe MIK MOXeT ObITb peKOMEHL0BaHO
KaXX[OW ceMbe, NnaHMpytoLleid pebeHka, N KaKaoin 6epeMeHHOiA
XeHLWNHe.

MpAMbIMX MOKa3aHWAMM A1A HanpasneHWs 6epeMeHHON
K Bpauy-reHeTuKy B aKyLlepcKoli KNNHWKe SBNAKTCS;

* Ha/iMyve TOYHO YCTaHOBMIEHHON UK Npeamnonaraemoi xpo-
MOCOMHOI 60/1€3HM Yy KOro-nmbo n3 Cynpyros wau gpyrux
Y/IEHOB CeMbM;

* POXAEeHMe pebeHKa C XPOMOCOMHOW 60/1e3HbI0 MW Mpepbl-
BaHVe 6epeMeHHOCTU B CBA3M C YCTAHOBNEHHOI B pesynbTa-
Te N[, XpPOMOCOMHOIA NaToNOrneid y nnoaa;

* aHOManuy KapmoTmnay Cynpyros WUim YNeHOB WX CEMEV;

* MOHOTr€eHHOE 3ab60/1eBaHWe y CyNpyro., NX AeTei, y Apyrvx yse-
HOB CEMbM WM Y NN0JA B NpeAblayLLei 6epeMeHHOCTU, KOTO-
pas 6blna npepsaHa nocne M MoHoreHHoro 3aboneBaHms,

e MBTIP unn BpoXAeHHasd YMCTBEHHas Hemno/IHOLEeHHOCTb
Y KOro-1nbo 13 cynpyros, UX AeTei 1 Apyrux YneHoB CeMby,
Hanmune MBIP y nnofa npy NpeablayLein 6epeMeHHOCTH;
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* BO3[eNCTBME BO3MOXHbIX TEPAaTOreHoB (MyTareHoB) 4O Unu
B TeYeHWe MepBbiX Tpex MecsLeB 6EPeMeHHOCTH;

* BbICOKWI PUCK NaTONOrMM NaoLa no pesynbtatam 6MoXmmu-

YeCKOro CKPMHUHIa MapKepPHbIX CbIBOPOTOYHLIX 6eNKoB 6e-

PEMEHHOIA;

Hanuume ynbTPasByKOBbIX MapKepoB HacnefCcTBEHHbIX 60-

Ne3Hen y nnoaa;

 BO3pacT 6epemeHHol 35 f1eT 1 cTapLue.

B oTnMune oT TPagULMOHHOIO MefUKO-TeHeTUYEeCKOro KOH-
CYNbTMPOBAHUA, BPayY-reHEeTUK aKyLIepCKO-TMHEKOIOrMyYecKol
KVUHUKN B CUNY NMMWATA BPeMEHU, 00YCNOB/IEHHOrO CpPoKamu
MJA, Kak Npasunio, NMweH BO3MOXHOCTU 3aHUMATbCA TOUHON K-
arHOCTMKON HacnefCTBEHHOM NaToONOTUN M JOXUAATLCA pesyib-
TaTOB CMeLnanbHbIX 1a60paTOPHbIX UCC/eA0BaHNI Y BePeMEHHO
WM YNEHOB ee CeMbW. BMecTe ¢ TeM, OH AOMKEH KPUTUYECKM OT-
HOCUTbLCA KO BCEM NPEACTaBEHHbIM MEANLNHCKUM LOKYMEHTaM,
y6eanTbCs B UCTUHHOCTU fMarHo3a, 0CO6EHHO eCNu 3TO KacaeTcs
CEMENHOWN HacneACTBEHHON NaToNOrnM, MOCAYXUBLUEA MPUYK-
HOI AN HanpaBieHus K Bpady-reHeTuky. B 601bWNHCTBE cnyya-
€B, KOrfa Ha KOHCy/bTauuio 06pallatoTCA XeHWNHbI, UMELoLLme
60/1bHOr0 pebeHka, AN OLeHKN MOBTOPHOIO PUCKa Bpay-reHeTnK
LOJ/IKEeH NPOBECTU NMYHOe 06cnefoBaHMe 60/bHOTO pebeHka unm
N8 YTOYHEHWS AWarHo3a HanpaBWTb €ro K COOTBETCTBYHLLEMY
cneymanucty. 3afaya Bpaya-reHeTMKa —OLEHUTb CTENeHb pucka
HacnefCcTBEHHOW (BPO>XKAEHHO) NaTONOTMN Y M10Ja WU HanpaBuTb
K Bpayy-aKyLLepy A1 peLleHns Bornpoca 0 BO3MOXKHOCTM U CPOKax
nposefeHns uHBasveHoOM M. C uenbid YTOYHEHMSA AuarHosa
M C Y4eTOM CpoKa 6epeMeHHOCTY BO3MOXHO NPOBeJeHNe BUPYCO-
NOTUYECKUX, UMMYHO/IOTMYECKNX, 3HAOKPUHONOTMYECKUX U ApY-
rmx crneynanbHbiX 06cnefoBaHMii Kak caMoil 6epemMeHHON, Tak
1 ee cynpyra.

Mpw M301MPOBaHHON YMCTBEHHO OTCTANOCTM Yy NEPBOrO pe-
6eHka 6epeMeHHO nepej HasHa4YeHMeM MpeHaTanbHOro Kapumo-
TUNWPOBAHUA PEKOMEHAYETCA WCClefoBaHWe KapuoTuna 60/b-
HOro pebeHka. M3BecTHO, YTO nNpumepHo 15% cnyvaeB yMCTBeH-
HO OTCTanoCTV y AeTeli 06YCNOBMEHO aHOManMsAMM Kapumotuna
(Hosukos TI.B., Benbtuules HO.E., 2002), uto fenaeT onpaBjaH-
Holi M npy NOBTOPHOI 6epeMEeHHOCTH.

MpumepHo 80% MeANKO-TeHEeTUYECKMX KOHCY/bTaLWiA B aky-
LLIEPCKO-TMHEKONOrNYECKOW KNMHMKe NPUXOANTCA Ha BepeMeH-
HbIX )XeHLMH B Bo3pacTe 35 1T U CTapLLUe, KOTOPble COrnacHo cy-
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wectsytowemy Mpukasy M3 P® Ned57 ot 28.12.2000 r. umetoT
abCcontoTHbIE MOKa3aHWa K NpeHaTa/lbHOMY KapyoTUNUPOBaHUIO.
Moatomy npu noctynneHun B UeHTp [ OHWM MOryT 6bITb Ha-
npasneHbl HEMOCPeACTBEHHO K Bpayy-aKyLuepy A/ peLueHuns Bo-
npoca 0 cpokax 1 cnocobax nHeasmeHoM M. OgHako, No Hawle-
MY YOEXJEHUI0, KOHCYNbTaums Bpaya-reHeTuka u B 3TOM Clyyae
BecbMa XXenartefbHa. podeccroHanbHoe COCTaB/IeHUe pofoc-
NOBHOM 1 06CYXAeHNe TeHeanornyeckmx 0CO6eHHOCTel CembM,
npefocTasfieHe 06bEKTUBHON MH(OPMaLMK O Lensx WHBA3WB-
HbIX BMeLLIaTeNIbCTB —3aJa4um Bpaya-reHeTuKa.

Ba)XHO NpOUH(OPMUPOBATH NALMEHTKY, YTO HU AaHHbIe Y3,
HW 6naronpuATHbIE MoKasaTeny GMOXMMUYECKOTro CKPUHWNHTA He
no3sosiAoT co 100% BEPOATHOCTHIO UCKKOUUTL CUHAPOM [ayHa
M Lpyrue XpoOMOCOMHble 60n1e3HM y nnoga. OAHAKO MpY HAIMYUK
HOPMa/ibHbIX MOoKa3aTefieil GUOXMMUYECKOTO 1 yNbTPa3BYKOBOM0
CKPUHWHIA PUCK XPOMOCOMHbIX 60Me3Hel y Nnofa CyLecTBeHHO
CHWKaeTcA.

Mepen BpayOM-reHeTUKOM MOXET TaKXe CTOATb 3ajaya Aatb
KBaM(PULMPOBAHHYIO MeANKO-TeHETUYECKYIO OLEHKY NaTosoro-
aHaTOMMUYeCcKnM faHHbIM. NHhopmMaLms, npeacTaBneHHas B npo-
TOKO/Me BCKPbLITUA Nofa rnocne npepbiBaHNAa 6epeMeHHOCTU 1n
pebeHKa, NormobLwero B NepBble CYTKW >XWU3HWU, OObIYHO OYEHb
CKyfHa. Mexay Tem, U3BecTHo, 4To MBIIP y nnoga B 17% cnyya-
eB COMPOBOXJAeTCA XPOMOCOMHOI natonormein (boukos H.M.,
2002). Moatomy Hannume MBTIP y nnoga npy npegbigyLein 6epe-
MEHHOCTW ABMISETCA OLHUM W3 NOKasaHWii ANa NpoBeAeHNs Kapu-
OTMMMPOBaHUA Npu Mnocnegytowein 6epemeHHoOCTU. OfHako 3a-
K/MOUYEHNE O MHOXECTBEHHOCTM NMOPOKOB Pa3BUTWS He BCerga co-
OTBETCTBYET AelcTBMTENbHOCT. Hambonee 4acToi OWMOKOW AB-
NAeTCA HenpaBuabHas UHTePNpPeTaLns NPUPOAbI OTMEYEHHbIX NO-
poKOoB pa3BuTuA. Tak, Hepeako K MBIP oTHOCAT Hannume cnuH-
HO-MO3rOBOW PbDKU W BafibryCHOE (BapyCHOE) MONOXEHWE CTON
B COYETAHWM C Nape3oM HWKHUX KOHeYyHoCTel. B geiicTBuTeNb-
HOCTW, 3Ta NaToNorns, Kak Npasuno, NnpeacTaBnseT coboi nsonu-
POBaHHbI BPOXAEHHbLI MOPOK — MOPaXKEHNe MO3BOHOYHMKA
M CMUHHOTO MO3ra, NpyY KOTOPOM OTMeyaeTCs Nape3 HUXHUX KO-
HEYHOCTEN C MaToN0rMYeCKUM NONoXKeHeM cTon. KapmoTtun, kak
npaBuno, He M3MeHeH. [peHaTanbHOE KapuoTUNUPOBaHUE Mpu
nocnegytoeii 6epeMeHHOCTM B 3TOM C/ly4ae He MoKa3aHo.

MpuMepHO B 7% crny4aes MOBOAOM AnA 06palleHus B Meau-
KO-TeHEeTMYECKUNA KabUHeT aKyLLIepcKOo-rMHeKONOrNYecKol Knu-
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HWKW ABNAETCA BbIICHEHWE BO3MOXHOI0 OTPMLATENIbHOTO (Tepa-
TOreHHOr0) BO3AeNCTBMSA Ha NI0L TOr0 UAW MHOTO IEKapCTBEHHO-
ro npenapara, KOTOpPbIA XeHLUHAa NpuMeHsna BO BpeMs bepe-
MeHHOCTK. TakXe BO3HMKAKOT BONPOCHI MO MOBOLY MPOBeLEeHUs
PEHTIEeHONOrNYECKNX ANarHOCTUYECKUX UCCNefoBaHuii BO BpPeMS
6epeMeHHOCTM W Y/bTPa3sBYKOBOIO CKaHMPOBAHWA naoja wuiu
BHYTPEHHMX OpraHoB 6epeMeHHol. OCOBEHHOCTN KOHCYNbTUPO-
BaHWA MO BOMPOCaM BO3MOXXHOIFO TepaTOreHHOro AeicTBUA Ha
nnog4 NoBpeXaatoLwmnx (akTopoB BHELLHeR cpefdbl, B TOM 4ucne
NeKapCTBEHHbIX NPenapaToB, pacCMOTPeHb! B rnase V.

HanpshxeHHOI paboTbl Bpaya-reHeTKa TpebyeT npmem bepe-
MEHHbIX B CBAI3W C MHTepnpeTaLmeid pe3ynbTatoB BMOXMMUYECKO-
ro n Y3 ckpuHuHra. MpakTnyeckn Kaxaon naumeHTKe Heobxo-
OVMO OOBACHATL CYTb U 3afa4yn CKPUHUHTIaA, NogpPO6HO NPOKOM-
MeHTUPOBATb Pe3ynbTaThl, AaTb KPUTUYECKYIO OLIEHKY BbipaXKeH-
HOro B MPOLEHTaxX pUcka poXxaeHns pebeHka ¢ 60ne3Hb0 dayHa
no pesynbtatam BC.

Mpy NpoBefeHUN MeAUKO-TeHETUYECKOTO KOHCY/TbTUPOBAHUS
B&KHO MOMHWUTb, YTO BEPOATHOCTb XPOMOCOMHOW MNaTtonorum
y N104a 3HaYNTENbHO BapbMPYeT B 3aBMCMMOCTU OT BO3pacTa be-
PEMEHHOI, KOTOPbIA B HAcTOsLLEE BPeMsA pacCMaTpuBatoT B Ka-
YyecTBe eJMHCTBEHHOIO TOYHO YCTaHOB/IEHHOIO pakTopa, BANAIO-
LLLero Ha yacTtoTy 60ne3Hun JayHay nnoga. ¥YMecTHO HanoMHUTb,
4TO 3aBMCMMOCTb 4acToTbl 60ne3HM [JayHa y nnoja oT Bo3pacrta
MaTepu XapaKTepusyeTcs HEKOTOPbIM NOAbEMOM Y GepeMeHHbIX
B Bo3pacTte 40 19 net, cHuxeHnem K 20 rogam u nocnefyowmm
MPOrpeccnBHbLIM HapacTaHWeM, OCOBEHHO BbIPaXXEHHbLIM Mocne
35 net (Porens ®., Motynbcku A., 1989). YBenuueHue pucka
poXxaeHns pebeHka ¢ 60/1e3HbI0 [layHa y XXeHWWH 1o 191eT paHee
6bI/10 OTMEYEHO W B OTEYeCTBEHHOW nuTepatype (Tabn. 5.1)
(WTtunebanc U.W., 1965). MpununHbl yBennyeHns pucka 60s1e3Hm
[ayHa B 3TOi BO3pacTHOI rpynne HesicHbl. BO3MOXHO, oT4acTu
OHO 06YCNOBNEHO HECTAOUILHOCTLIO FTOPMOHA/bHBLIX MPOLLECCOB
B IOHOM opraHu3ame (Boukos H.IM., 2002). CNOXHOCTb KOHCY/b-
TMpOBaHNA GepeMeHHbIX J0 19 neT cBA3aHa C TeM, YTO YyBCTBU-
TeNbHOCTb GUOXMMMUYECKOTO CKPMHUWHIA B 3TON rpynne, Kak no-
Ka3blBaeT Hall onbIT, BeCbMa HU3Kasa —Bcero 35,7% npu noporo-
BOM 3HauyeHuun 0,28% (cm. rnasy VII, 1abn. 7.5). MoatoMy Mbl
cumTaeMm, 4To GepeMeHHbIXpaHHeli BO3pacTHOM rpynnbl cnesyeT Ha-
npasnaTb Ha Y3W 2-ro ypoBHA ANs BbISBIEHUA Y/bTPasByKOBbIX
MapKepoB XPOMOCOMHbIX 60fe3Heil He3aBMCMMO OT pesynbTa-
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Tabnuua 5.1
BepoATHOCTb poxaeHns pebeHka ¢ 60ne3Hbl0 fayHa
B 3aBMCMMOCTKN OT Bo3pacTa maTtepu (lWTtunsbaHc N.N.,1965)

BospacT matepwu, BeposTHOCTb poxjeHus
net 60nbHOro pebexka, %
Jo 19 0,069
20-24 0,056
25-29 0,05B
30-34 0,097
35-39 0,289
40 n cTapLue 0,810

ToB BC. bonee Toro, no Hawemy OMbITY, HU3KNIA ypoBeHb ADTT
(<0,5 MoM) y 6epeMeHHbIX 40 19 1IeT MOXET CMYXXWUTb AOCTAaTOY-
HbIM OCHOBAHMWEM [151 UX HanpasfieHns Ha UHBa3uBHYO MM, aa-
Xe ecnu puck 6onesHn JayHa no 6C Huxke 0,28%.

Bpayuy-reHeTuky, KOHCYNbTUPYIOLLEMY GepeMeHHYI0 Ha npea-
met [, cnegyet NOMHUTb, YTO KaK Pe3KO MOBbILLEHHOEe COfep-
XaHvne AP n XY B KpoBM 6epeMeHHO, TaK 1 UX 3HaUNTeNIbHOe
CHWXEeHMe BO MHOTUX Cllyyasax ABNATCA CUTHANOM Hebnaromno-
NYYHOT0o TeueHus 6GepeMeHHOCTW. [OBbILEHHOE COAepXKaHue
AP n/mnn XIr'Y B KpoBY XeHWMH B 15-18 Hef. 6epemMeHHOCTM
ABNSAETCA MapKepOM paHHero pasBuTUA NialeHTapHOW HejocTa-
TOYHOCTM W nocnegytouleli rmnoTpoum nnoga (MarapuHa A.B.,
2004). Takue nokasaTenn yKasblBatOT Ha HEO6XOAMMOCTb Hanpas-
neHns 6epeMeHHON K akyLlepy-riMHeKonory Ans nevyeHns yrposbl
npepbiBaHUs 6epeMeHHOCTN.

Mogpo6bHYy0 MHGOPMALMID O MPOrHOCTUYECKO 3HAYMMOCTM
pesyneTatoB BC, KoTOpble HEO6XOAUMO UMEeTbL B BUAY [N B3Be-
LEHHOr0 MeAUKO-TeHeTUYECKOro KOHCYNbTUPOBaHUA GepemeH-
HbIX Pa3HbIX BO3PACTHbLIX Py, MOXXHO nonyynTs B rnase VII.

He meHee BaXXHbIM 415 MeUKO-FreHeTUYeCKOro KOHCY/IbTUPO-
BaHUA 6GepeMeHHbIX >KEHWWH, HanpaeineHHbIX Ha M4, umeet
N npaBunbHas OLeHKa pe3ynbTaToB Y3 uccrefoBaHUs nnoga.
CnefyeT HaNOMHUTb, YTO Ha/IMUYNe OTK/IOHEHWIA B pa3BUTUM No-
[la, onpejensemblx ¢ NOMOLbIO Y3 (Tak Ha3blBaeMbIX Y 3-MapKe-
POB XPOMOCOMHbIX 60/1€3Hei) 1, KOHEYHO, BbISIBIEHWNE BPOXEH-
HbIX MOPOKOB B CpeAHeM YBENNYMNBatOT PUCK XPOMOCOMHbIX aHO-
manuin y nnoga go 10—15% (CHaligepe P.A.M., Hwukonau-
fec K.X., 1997). BeposATHOCTb Hanuuusa y nnaoja XpoMOCOMHbIX
6one3Heli 0CO6EHHO BeNMKA MPW BbISBAEHUUN CPa3y HECKONbKMX
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Y3-mapkepoB. Mogpo6Ho ¢ Y3N npu 6epeMeHHOCTU C Lenbho
MA, a TakKe c MHTepnpeTaymein pesynbtatoB Y3 nnoga MoXHo
o3HakomuTbecsA B rnase VIII. OTMETUM TOMIbKO, YTO OMpPELEeNneH-
Hble 0TKN0HeHUA B cogep>kaHnn MCB npu BC B coyeTaHun ¢ He-
KOTOpPbIMM BecbMa xapakTtepHbiMy Y 3M HepeKo MO3BOMAIOT YXe
npy MeLUKO-TeHeTUYECKOM KOHCY/bTUPOBaHUM 6epeMeHHOl 3a-
NOfO3PUTL HaNMuKe y Naoga TO AN MHOW XPOMOCOMHOW 60ne3-
H1 (Hemunosa T.K. u gp., 2002). BaxHo, 0iHaKO, NOMHUTb, YTO
OKOHYaTe/bHbI AMarHo3 XPOMOCOMHbIX HapylleHwid y nnoga
BO3MOXEH TO/IbKO Ha OCHOBAHWWN LUTOreHeTUYECKOro aHamsa.

Hekotopble Y3M MOryT curHanmsuposaTb M O BO3MOXHOM
Hannummn y naoga MOHOreHHOW natonornn. ak, MEKOHWanbHbI
nneyc npu Y3 no3sonseT 3anofo3puTb Hanumne y nioga Myko-
BMCLMA03a —CaMOro 4acToro MOHoreHHoro 3abonesaHus (Msa-
weHkKo T.3., bapaHos B.C., 2002). 3amMeTHas MOHMXEHHasA Moj-
BWXKHOCTb N104a, XOHAPOAUCTPO(USA B COYETAHMMN C OCTAHOBKON
pocTa TpybuaTbiX KOCTE YKa3blBalOT Ha BO3MOXHOCTb Haln4us
y nnofja cnuHanbHOW MbiweyHol aTpodumn (Megseaes M.B.,
KOpauHa E.A., 2003) - 04HOI 13 Hanbonee YacTbIX CMEPTEbHbIX
mMuonatuii. Hanuume BbILIEO3HAYEHHbLIX Y 3-MapKepoB MOXET
ObITb OCHOBaHMEM [N pekomeHgauuu T[] COOTBETCTBYHOLLMX
MOHOT€EHHbIX 60/1e3Heli. ECTeCTBEHHO, YTO NP 3TOM Bpay-reHe-
TUK [O/XeH OblTb MOMHOCTHI0 OCBefOoM/IEH 06 0COBEHHOCTAX
nNpoBefeHNA MONEKYNSPHON AWarHOCTUKKM 3TUX 3aboneBaHWii
(cMm. rnasy X).

HepeaKo nNpu HanMuny ABHbIX NOKa3aHWii K NPOBEAEHMNIO UH-
Ba3uBHON /[ Bpay-reHeTuK CTanKnBaeTcs C PeLINTeNbHbIM OT-
Ka30M XEHLLIMHbI OT NPOBEAEeHNA onepaunn ANA NoNyYeHUs Ma-
Tepuana rnaoga c Lesbo nocnefyowmnx nabopaTopHblx nccnefo-
BaHWii. Mo HaweMmy OMbITy, COCTOSHUE XXEHLWHbI 1 ee NOHUMa-
HVe Heo6X04MMOCTIN NPOBeLeHNA NHBa3WBHOM [, B 3HaUUTeNb-
HOI Mepe 3aBMCAT OT ee UCXOAHOr0 HacTpos, CO34aHHOr0 yyacT-
KOBbIM aKyLLepoM-rMHEKO/IOroM Wn ee flevaliumM BpayoM. Yo6e-
LVTenbHblE pasbsACHeHMA LenecoobpasHocTu MM B Takux ciyda-
AX MOTYT MMeTb peluarollee 3HayeHWe. BaxHO Mo3ToMy oTMme-
TUTb, 4TO Gecefa c 6epemMeHHOl 0 BO3SMOXHOCTU KaKnx-nnbo 3a-
6onesaHunin y nnofa fO/KHA ObITb B BbICLUEA CTEMEHW CMOKOM-
Hoil. Heo6x04MMO chOpMMPOBLIBATL 61arONPUSATHYIO JOMWHAH-
Ty B OTHOLWEHWUN npeacTosuen MA. Bonee Toro, Ha NnpvemMe Aon-
XHbI MpeBanupoBaTh MOMIOXUTENbHbIE MOMEHTbI, CBfi3aHHbIE
C B&KHOCTbIO [/151 CaMOli KOHCY/IbTUPYEMOIA 1 ee CeMby CBOEBpE-
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MeHHOCTW [, 0cOBeHHO B Cny4vae BbISIBEHUA Y 3-MapKepoB
y nnoja.

BaxHbIM 419 Bpaya-reHeTnka, paboratowero B obnactu MA
BH3, aBnseTCA ero KOMNeTEHTHOCTb B OLEHKE TAXECTU MOPOKOB
pasBuTnA y nnoga. ECTeCTBEHHO, YTO HalMume TAXKENOW XPOMO-
COMHOW WM MOHOFEHHOW NaToNorMm ABAAETCS OCTATOUHbIM OC-
HOBaHWeM [N peKoMeHJauuu Bpaya-reHeTuKa O NpepbiBaHUU
6epemeHHocTM. OfHako camo Mo cebe Hanuume BIP y nnoga
C YCTAHOB/IEHHbIM HOPMAa/IbHbIM KapuoTUMOM MOXeT npeacTa-
BUTb OMpefefieHHble CMIOXHOCTW N8 3aK/0UYUTENbHOro Meau-
KO-TEHETNYECKOro KOHCY/IbTUPOBaHMA MPK Bblgaye OTBETA MOC/E
MA. Tak, HanpuMep, pacLLennHbl BepXHei rybbl n Heba B HAaCTO-
Allee BPEMA ABNAKOTCA XOPOLIO KOPPUTMPYEMBIM [AeeKTOM,
M MO3TOMY MpepbiBaHMe GepeMeHHOCTU B 3TOM Cllyyae He peko-
mMeHgyeTca. K KoppurupyembiM MopoKaM OTHOCAT TakXke fedek-
Tbl 3apaLleHuns nepegHen 6PIOLLIHON CTEHKU U MHOTUE Apyrue no-
POKU pasBUTUA BHYTPEHHUX opraHoB v ckeneta (Hemunosa XK.
n ap.. 2002). 3aBe0M0O He Koppurupyemsimu BIP saBnatoTCa no-
POKW pasBUTWA rOJIOBHOrO Mo3ra nnoga (aHaHuehanums, MUKpo-
n rmgpouegannsa), CIMHHOMO3IOBble TPbIXK 60/bLLNX pPa3MepoB,
HacneAcTBeHHble (DOPMbl MOJIMKMUCTO3a MOYEK, KOMIJIEKC MHO-
YKeCTBEHHbIX NMOPOKOB pa3suTus u ap. Mpn atux BIIP, He3aBucu-
MO OT COCTOSIHUA KapuoTuna nyioga, peKoMeHLyeTca npepbiBaHue
6epemeHHocTn (Hemunosa T.K. u gp., 2002). YumnTbiBas, 04HaKO,
ObICTpPbIA NMporpecc B 06/1aCTU HEOHATaNbHON XUPYPrumW, OKOHYa-
Te/IbHO BOMPOC O KOPPUTMPYEMOCTU - HEKOPPUTMPYEMOCTU TOIO
WA UHOTO NOPOKAa PasBUTUA [O/MKEH 6blTb COrnacoBaH Heno-
CPefCTBEHHO C XMPYProM-HEOHAaTO/IOMOM.

B 3ak/N04YeHne yMeCTHO HamoMHWTb, 4To [ MOXeT 6biTb
npoBeeHa Ha pas3HblX cpokax 6epemeHHocTH (cM. rnasy IX). OHa
ocobeHHO npegnoyTUTenbHa B | TpuMecTpe (cm. rnasy VIII). B 3a-
BUCUMOCTW OT 06bema NpefLUecTBYIOLNX KIMHUYECKMX 1 nabo-
paTopHbIX 06CnefoBaHwUiA, a Takke aHaMHEeCTUYECKUX AaHHbIX
MOryT 6blTb PEKOMEH[O0BaHbl LMTOreHeTUYeCKMe KccnefoBaHus
ONA YTOYHEHUA KapuoTuna poauTeneid, MONEKYNspHble - AN
YTOUYHEHUS NPMPOAbI FeHHOTO 3ab0MeBaHNsA ¥ TUNa MyTaummn, UM-
MYHOJIOTUYECKME - NS OnpejenieHns TUTPOB aHTUTEN K BUpycam
KpacHyxu, UMTOMEeranosupycy v T.4. Kak nokasbiBaeT Halll OMbIT,
NpoBeAeHNe BCEX NMepeUnCieHHbIX UCCneaoBaHnin BO BpeMs bepe-
MeHHOCTW TpebyeT MHOTO BPEMEHM, YTO MOXET MOMeLlaH MnpoBe-
LeHno nHBasuBHOW N[ B onTuManbHble CPOKU. B 3TOi cBA3M
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CTaHOBUTCS OYEBUAHON BaXXHOCTb MPOCMEKTVBHOTO MEANKO-TeHe-
TUYECKOr0 KOHCY/Ib TUPOBaHWS, T.e. KOHCYbTUPOBaHWA eLLe Ao be-
PEMEHHOCTW WU Ha paHHUX CPOKax. IMEHHO B 3TO Bpema Lene-
€006pa3Ho MccnefoBaTb KapuMoTMN CYnpyros Ha nNpeaMeT Hanu-
4yna cbanaHCUpPOBaHHbIX XPOMOCOMHbIX NEPECTPOEK, YTO OCOBEH-
HO BaXXHO MPW HanW4uuKM B aHamHe3e ABYX WM 60nee BblKMAbILLED
paHHMX CPOKOB.

B cembax BbICOKOrO pMCKa Mo MOHOTEHHbIM 60Ne3HAM Xena-
TeNbHO L0 6epeMeHHOCTM WK, NO KpaiHein mepe, B TeYeHne ee
nepsbiX Hegenb nposectn AHK-nccnegosaHue ¢ Lenblo onpeje-
NEHNSA MHPOPMATUBHOCTM CeMbM, T.e. Bblbopa MeToda, KOTOpbIl
OyneT NpMMeHeH 415 MOMEKYIAPHOI AMAarHOCTUKMN 3a60neBaHms
y nnoga (cm. rnasy Xl).

Bcem 6yayLumMm poanTensmM Bpay-reHeTUK MOXET PEKOMeH[0-
BaTb aHa/IM3 Ha HOCMTENLCTBO MaXOPHbIX MyTauuii, COMPSXKEH-
HbIX C Hanbonee YaCTbIMW MOHOTEHHbIMU 601e3HAMU (MYKOBHUC-
UMA03, PeHNNKeTOHYpKs, CAMHANbHAA MbllleYHas aMMoTpotmns
n ap.). LienecoobpasHo obcyanTb ¢ 6EpEMEHHO UM ¢ cynpyra-
MU, NAaHupylowWwuMy pebeHka, NpoBeAeHVEe KOMMIEKCHbIX UC-
cnepoBaHuiA Ans cocTaBneHns «IeHeTUYeckoi KapTbl Penpogyk-
TVMBHOIO 340POBbS», HAMUYME KOTOPOI MOXET HEe TO/IbKO MUHW-
MU3NPOBATb PUCK POXAeHUA pebeHka ¢ BH3, Ho 1 npegynpeanTs
pa3BuTMe Hambonee YacTbiX 3a060MeBaHNI, OCNOXHAKLWUX Gepe-
MEHHOCTb M poAbl (CM. rnasy XV).

Takum 06pa3om, MeAWKO-TeHETUYECKOe KOHCYNbTUPOBaHWE
B /[ nmeeT CBOIO creundunky, KoTopas CBOAUTCA K CAeayHLW M
OCHOBHbIM MONOXEHUAM:

1) Heo6X0AMMOCTb OLLEHKM pUCKa poXAeHus 60fbHOro pe-
6eHKa Ha OCHOBAHUW FeHeanorMyeckoro aHannsa cynpyros u ux
6AMKaNLW X POACTBEHHUKOB C Y4EeTOM aHaMHECTUYECKMX AaHHbIX
M BCEX UMEIOLLMXCA Pe3yNbTaToB NapakMHMYeCKUX uccnefoBa-
HUWA (UUTOrEHETUYECKMX, MOMEKYNAPHbIX, CEPOIOTNYECKUX, M-
MYHO/IOTMYECKMX W MpP.), & TAKXKEe Pe3yNnbTaToB BMOXMMUYECKOrOo
N Y 3-CKPUHUHIOB;

2) OrpaHUYeHHble ONTUMANbHbIMW CPOKaMW WMHBA3UBHbIX
npouesyp BPpeMEHHbIe BO3MOXHOCTW NPOBeAEHUS AONOHUTENb-
HOro (LUTOreHeTUYECKOro, MOJIEKYNIAPHOIO 1 Ap.) 06cnefoBaHUA
CYynpY>XeckKoi napbl;

3) BXXHOCTb KOHCYynbTauuu no pesynbTatam [ B cnydasax
BbIABIEHUA HACNeACTBEHHOW (FEHHON WM XPOMOCOMHOI) unun
BPOXAEHHOW MnaTonorMm y nnofa C Lenbilo OKaszaHUs MOMOLLM
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B MPUHATUW PELUEHUS B OTHOLEHUWN JaHHOW 6epeMEeHHOCTH 1 MO
NPOrHo3y 6yayLiero NnOTOMCTBa,;

4) TwaTenbHbIA NONCK JONONHUTENbHbIX MEAUKO-TeHeTUYecC-
KUX [aHHbIX, KOTOpble MOFYT NOBAUATb Ha BbIGOP MPaBW/LHON
TakTukn MM, B cnyyae HEOAHO3HAYHbIX A1 NPUHATUSA PeLleHus
pe3ynbTaToB BMOXMMUYECKOTO U Y 3-CKPUHMWHTOB;

5) oueHKa BO3MOXXHOIO MOBPEXAOLLETO AeCTBMSA (HaKTOPOB
BHELLHER cpeapl, B TOM ymcne 3aboneBaHnin MaTepu, UH(EKLNIA,
NEKapCTBEHHbIX MPEenapatoB, BPEeAHbIX MPUBbLIYEK POAUTENENA,
MPOMbILU/IEHHBIX N CENbCKOXO03ANCTBEHHbIX A40B Ha NIOA.

C yuyeTOM BCeX MepevnUC/IeHHbIX OCOGEHHOCTEN CTaHOBMTCH
OYEBMAHbIM, YTO MEAMKO-TEHETUYECKOE KOHCY/IbTUPOBaHNE Kak
cnocob NponIakTUKKN BPOXXAEHHON 1 HACNeACTBEHHOI NaToMo-
rMn 0Co6eHHO 3(P(heKTUBHO [0 3a4aTus WAN Ha CaMbIX PaHHMX
Cpokax 6epeMeHHOCTH, T.e. Ha aTane NepBUYHON NPONNAKTUKN.

Takum 06pa3om, OCHOBHbIE 38Ja4uM Bpaya-reHeTVKa B aKyLlep-
CKO-TMHEKO/OrMYECKOI K/IMHNKE CBOAATCS K OLEHKe CTEeMNeHU pucka
HacnefCcTBEHHOW (BPO>KAEHHOI) NaTOM0MMN Y NI0AA W OMNpefeneHmo
LIeN1eco06pasHOCTU MHBA3VBHOMO BMeELLIATENbCTBA /1A MPOBEAeHNS
COOTBETCTBYHLUUX LN TOrEHE TUYECKUNX, MOJIEKYIAPHO-TeHe TYec-
KWX W ApYryx UccnefoBaHnin NaogHoOro MaTeprana.

5 2. MEOVKO-N'EHETUYECKOE KOHCY/IbTUPOBAHUE

B NMPAKTWVKE BCMNOMOIATE/IbHbIX PEMNPOAYKTWBHbIX

TEXHONOMAN

MpeofoneHne NEPBMUYHOIO UM BTOPUYHOIO 6ecnnogums ¢ no-
MOLLbH BCMIOMOTaTebHbIX PENPOAYKTUBHbLIX TEXHOOTUIA NPNO6-
peTaeT Bce 60nblUee pacnpocTpaHeHne. CoBpeMeHHbIe BO3MOX-
HOCTU MOJIEKYNAPHO-TeHeTUYEeCKMX METO0B U pPa3BUTME HOBbIX
noaxofoB B paboTe C 3MOPUOHANbHLIMWU KIETKaMMW MO3BOJMISIOT
3HAUYUTENIbHO paclUMpPUTbL PamKy BCMOMOraTesbHbIX Penpomyk-
TUBHbIX TEXHOMOTUA.

BcrniomoraTe/bHble penpodyKTvBHble TexHonorum (BPT) - 3To
MeTOofbl Tepanun 6ecnioaus, npu KOTOpbIX OTAeNbHbIE WX BCe
JTarnbl 3a4aTua NpaHHEro pasBnT U AMOPUOHOB OCYLLIECTBNSAIOTCS
BHe opraHu3mMa.

BcnomoraTenbHble penpofyKTUBHbIE TEXHOMOM MW BK/IHOYAKOT:

* 3KCTpaKopnopanbHOoe ONJ0AOTBOPEHUE M MEPEHOC 3MOPKO-

HOB B N0N0CTb MaTkn (9KO);
* UHBEKUUIO cnepmaTto3oufa B LUuTONIa3My oouumTa
(MKCW—Intra Cytoplasmic Sperm Injection);
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» foHopcTBO crnepMmbl (AC);

* floHOpCTBO ooumToB (A0);

* cypporaTHoe matepuHcTeo (CM);

* JOVMM/IAHTALMOHHY AMAarHOCTUKY HacneACTBEHHbIX 60-
nesHeid (40);

* NCKYCCTBEHHYIO WMHCEMWHALWIO CNepmoii Myxa (foHopa)
(MNCM) (Mnch).

JKcTpakopnopanbHOe OM/040TBOPEHME B MAPOBOI NPaKTUKe
Tepanuu 6ecnnogna mucnonb3yetcs ¢ 1978 r. MepBblii pebeHoK,
nonyyeHHbln meTogom IKO, B Haweid cTpaHe poanncs B 1987 r.
B Hay4yHOM LieHTpe aKyLuepcTsa, rTMHEeKOI0rMM U NePUHaTONornum
PAMH (MockBa). 3ToMy COObITUIO MpeALlecTBoBana AanTeNb-
Hasd, MHTepecHas W BecbMa MoyuyuTeflbHas UCTOPMSA, MOAPOGHO
N3N0XeHHaa B MoHorpajpuu 3.M.Kutaesa B 2004 r. (Kuta-
eB 3.M., 2004). C 1993 r. B CaHkT-lMeTepbypre B HNW akywep-
cTBa 1 ruHekonorun um. [,.0.011a PAMH pa6otaeT MexayHa-
POAHbIN LLeHTp PenpoLyKTUBHOW MeuLKHbI. B HacTosLee Bpems
BCMOMoOrare/ibHble PernpofyKTUBHbIE TEXHOMOTUN MPUMEHAOTCSH
B [lecATKax MefULMHCKNX LieHTpoB Poccnn. Creumnann3npoBaH-
Hble KNAMHUKN KO OTKPbITbI BO MHOTUX KPYMHbIX POCCUACKUX
ropofiax. BONbLWNHCTBO U3 HUX aKTUBHO COTPYAHUYAIOT C MeAu-
KO-TEHETNYECKUMU KOHCY/bTaLuMsAMM, B PefiIKUX Cry4yasx UMeT
Bpayei-reHeTUKOB B CBOEM LUTATE.

Bce BPT, 3a UCknO4YeHMEM METO4A MCKYCCTBEHHOW MHCEMU-
Hauuun, ocHoBaHbl Ha SKO. MNpun 3ToM B 3aBMCUMOCTH OT Npouc-
XOX/EHNSA FreHeTUYECKOro matepuana 1 ycioBuid NpeHaTanbHOro
pa3suTua naoga Bce mMetogbl BPT MOXHO nogpasfenutb Ha He-
cKonbko rpynn (taén. 5.2).

MegauKo-reHeTUYeCKOe KOHCY/bTUPOBAaHWE B KaXAON rpynmne
M JaXe B K&XLOM Clyyae MMeeT CBOM 0COO6eHHOCTU. 3aK/oyeHune
N peKoOMeHAaunn no pesynbrataM MeLuKO-reHeTUYyecKoro o6cerne-
[0BaHuA ByayT pasHbIMU 415 CYNPYroB, eC/in UCMONb3YHTCA UX
MO0Bble KNETKN UAN KNETKW JOHOPOB. MpUHLMNNANbHO BAXHO
BbIJENNTb ABE IPYMMnbl KOHCY/bTUPYEMBIX.

MepBas rpynna —nuua, Yeik reHeTMYECKNIA MaTepuan UCcnosb-
3yeTcs (MY>KUMHbI, XXeHLWWHbI-AOHOPbI U XXEHLWHbI, UCNONb3YH0-
wme npn AKO cOBCTBEHHYHO ANLIEKNETKY).

B 3T0iA rpynne OCHOBHOI aKLUeHT HEOH6X0LMMO AenaTtb Ha Bbl-
fIB/IEHNE TeTepPO3UrOTHOI0 HOCUTENIbCTBA FEHHBIX M XPOMOCOM-
HbIX MyTauuii. Heobxoanmble nccnef0BaHNSA BKAOYAIOT:
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Tabnuua 5.2
OcHoBHble meToAbl BPT
Myxckue XeHckne  BblHalimBsa-
Ne MeTogpbl nosoBble nonoBble  HUe 6epemeH-
KNeTkn KNeTKun HOCTWN
1 3KO, UKCK +3KO Cynpyr Cynpyra Matb
2 WcKyccTBeHHas MHCeMUHALUS [LoHop/cynpyr Cynpyra Matb
3 [oHopckuii ooynt + KO Cynpyr [oHop  Marb
4 [oHopckuii 3M6puoH + KO [oHop OoHop  Marb
5 OKO + cypporaTHoe Cynpyr Cynpyra Cypporart-
MaTepuHCTBO Has MaTb
6 KO + cypporarHoe [oHop Cynpyra Cypporart-
MaTepUHCTBO Has MaTb
7 3KO + cypporartHoe Cynpyr Honop  Cypporar-
MaTepuHCTBO Has MaTb

* K/IMHWKO-TEHeaIornYecKnii MeTog,;

* OLEHKY (DEHOTUMMYECKOrO CTaTyCa;

* XPOMOCOMHbIV aHanus; .

MOJIEKYIIPHO-TEHETUYECKMI aHaNnM3 HOCUTENbCTBA MyTa-
LKA Hanbonee YaCTbIX MOHOTEHHbIX 3a601eBaHWIA;
onpegeneHne MOMEKYNAPHO-TeHEeTUYECKUMU MeTofamu
NpeApacnofioXXeHHOCTU K Hanbonee TAXeNbiIM MynbTU(aK-
TOpUanbHbIM 3a601eBaHNAM.

BTopas rpynna - >XeHLMHbI, BblHALUVMBAKOLLNE FEHETUYECKN
yyxepogHoro nnoga (pPeuunueHTKM LOHOPCKUX 3MOGPMOHOB
N cypporaTHble maTepu).

B 370/ rpynne Hanbonbluee 3HaYeHNE UMEOT PaKTopbl, Aei-
CTBYIOLLME Ha N0 B TeYeHMe BCEro BHyTPUyTPOOHOro nepuoga.
MoaTomy Heo6XoAMMbI Cnegytowme o6cnefoBaHuNs:

* reHeTMYecKas OLEHKa penpoAyKTWBHOMO CTaTyca XeHLu-

Hbl; . .

* TeHea/IorNYecKnii aHanu3 penpoasyKTUBHON UCTOPMM XKEH-
WMHbI; .

* MO/EKYNAPHO-TEHETUYECKNIA aHann3 reHoB, annefbHble Ba-
pyvaHTbl KOTOpbIX MpegpacrnonaratloT K HEeBblHALIMBAHUIO
6epemMeHHOCTH, (eTonNaUeHTapHOW He[0CTaTOUYHOCTM,
pa3BUTMIO recTo30B, a TakxKe K 3a60/1eBaHUAM, 4acTO CONyT-
CTBYIOLMM WM OCNOXHAOWMM 6epeMeHHOCTb (apTepu-
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anbHas runepToHWs, BapuMko3Has 60/1e3Hb, TpOMGOpUIU-
yeckas 60/1e3Hb, caxapHblil anaber).

5.2.1. KnnHuKo-reHeasiorMyeckoe uccrenosaHne

B npakTuke BPT

KnnHuKo-reHeanornyeckoe mccnefoBaHvne Hau4MHaeTcs ¢ Co-
CTaBNeHWs POLOC/OBHOW C UCMOMb30BAHMEM KN1aCCUYECKMNX CUM-
BOJIOB, NMPUHATbLIX B MeAMLUHCKON reHeTuke (Harper P., 2003).
B npaktuke BPT cbop reHeanornyeckmx [LaHHbIX MPOBOAUTCA
CTaHAapTHO, C YYETOM CBeLEHUIA He MeHee, YeM B TPEX MOKONEHU-
Ax. OTmevaroTca Bce 3a60n1eBaHUA POACTBEHHUKOB, HO OCOO6bIV
aKLEHT fienaeTcs Ha penpoayKTUBHbI acnekT. Y TOUHseTCA, Oblnn
NN Npob6nembl C AETOPOXAEHNEM Y poaMTeneid, cM6CoB U ApYrux
6AvmKaiWnx poacTBEHHWKOB. MpodeccnoHanbHble BPEAHOCTM,
MyTareHHOe 1 TepaToreHHoe BO3/eliCTBUE UCK/IOYAETCA HE TO/b-
KO 411 CynpyroB, HO W Ana ux poguteneii. Mpu KoHcynbTUpoBa-
HUW JOHOPOB - MYXYUH W XKEHLIUH —Y4YnTbIBAETCA Hanuume
COBCTBEHHbIX AeTeil, OTCYTCTBMe MNpPo6aeM C BO3HUKHOBEHWEM
6epeMeHHOCTM B Opake, penpofyKTMBHAs MCTOPWSA POAUTENEl
“ cMbCOB JOHOPOB.

CocTaBneHne pPOLOCTOBHON CeMeil, feTU B KOTOPbLIX MOABM-
N1Cb ¢ nomoublo BPT, a TakKe KOHCY/bTUPOBAHMWE B NpeHaTasb-
HblA nepuof TpebyeT NPpUMeHeHNs HOBbIX 0603HaYyeHMin. Hamu
npegnaraeTcs oTMe4vaTb NpyMeHeHe BPT npw cocTtaBneHum po-
[LOCNOBHOW cnegyowum obpasom (puc. 5.1). Mpumepsl pogoc-
NOBHbIX C UCMONb30BAHWEM HOBbIX CMMBOJ/IOB MPUBELEHbI HA PU-
CyHKax 5.2-5.4.

Pa3sutue metosos BPT co3faet HOBble, HE BCTpevaroLymecs
B €CTECTBEHHbIX YCNOBWAX CUTyaLWW: BblHAaWIMBaHWe pebeHka,
06/1aa10LLEr0 NOMHOCTHIO FEHETUYECKN YY>KEPOLHbIM MaTepua-
NOM (JOHOPCKMiIA BMOPMOH UK cypporaTHOe MaTepUHCTBO). Baa-
MMOfeicTBME B CUCTEME MaTb-NaLeHTa-nao4 npy Takon UCKyc-
CTBEHHO CO3JaHHOW reHeTUYeCKoi cnTyalmm Nogpo6bHO N3YUYeHo
B 3KCNepuMeHTax Ha nabopaTopHbIX MaeKonuTalwmx (npenmMy-
LLLeCTBEHHO Ha MbILLAaX), HO MOKa Mafio UCCNe0BaHO Y YeNOBEKa.
Mpn npoBefeHUN MeLMKO-TEHETUYECKOrO KOHCY/bTUPOBaHMS
B MpeHaTa/bHbl Nepuoj 1 NOCTHaTa bHO BCE 3TN 06CTOATENbCT-
Ba HEOO6XOAMMO YUUTbLIBATD.
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Puc. 5.1. CumBOnNbl, UCMOMb3yeMble NPU COCTaBNEHWUM POAOCMOBHbIX CeMeid npu
npumMeHeHumn BPT.
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Puc. 5.2. Cemba M. becnnogue B TeyeHue S net. Mepsas 6epemeHHOCTb (11-1),
HacTynuBwasa nocne 3KO, 3akoHYMnacb CNOHTaHHbIM aboOpTOM Ha CpPOKe
5—6 Hepl. BTopas nonbiTka KO B coveTaHun ¢ MKCW —HeyaayHas (SMOPUOH He
npwkuncs). Mpu TpeTbeli nonbiTke AKO ncnonb3osanack crepma foHopa (1-3).
BepeMeHHOCTb 3aKOHUYMNACh POXKAEHEM 340p0BoI AeBoukm (11-2).

Puc. 5.3. Cembs IN. B nepBom 6pake y xeHwuHbl (11-5) 6ecnnogue B TeveHne 10
net. Bo BTOpoM Gpake 6epeMeHHOCTb TakxXe He HacTynana. Y XeHLWHbl 0TMeYa-
nocs HMLL, aHoBynsaTopHble LMKAbl. CeMbs npowfa nonHoe obcnefoBaHue, B
TOM YMC/Ie TEHETUYECKOE. Y XKEHLLUHbI NMPU XPOMOCOMHOM aHanuse obHapy)XeH
aHoManbHbIi KapuoTun: 45, X, mar. CemMbs NpuHsANIa peLleHne npuberHyTs kK BPT
Mpu 3KO ucnonb3oBanack siiekneTka pogHoii cectpsl (11-3).*

5.2.2. OueHka heHoTUNnYecKoro craryca

B npouecce MefMKO-reHeTMYecKoro obcnefosaHus Heo6xo-
OMMO MPOBOAUTL OLEHKY (DEHOTUMUYECKOTO CTaTyca ANs UCKIH0-
YeHWNA BPOXAEHHbIX NOPOKOB pa3suTua (BIMP), MHOXECTBEHHbIX
BPOXJEHHbIX NMOPOKOB pa3suTus (MBIP) Y MOHOTE€HHbIX CUHA-
pOMOB.

O6cneposaHve cynpyros. Mpu 06HapY>XeHUN (HEHOTUMMYECKUX
0C06EHHOCTEN Yy KOro-mb0 13 cynpyroB NMpPOBOAMTCA OLLEHKA Mo-
BTOPHOIO pMUCKa A1 NOTOMKOB, B COOTBETCTBUW C KOTOPbLIM Orpe-
fensertca fjanbHeiwan TakTUKa, BKIOYaloLas MeTofbl 40MMMNIaH-
TaUWOHHOW nunu TpaguumoHHoi MNA. B kpaliHem cnyyae, peKOMeH-
[yeTcs UCMoJib30BaHWe reHeTMYecKoro Marepumana JOHOpPOB.

* Poawuncs 340poBblii Manbunk (HHO).
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Puc. 5.4. Cembs P. Cynpyra (1-2) oT nepBoro 6paka MmeeT 340p0BOro pebeHka
(11-1). B HacTosiwiem 6pake nepsblii pebeHok (11-2) poawuncs ¢ CMHAPOMOM
[HayHa. Cnegytouive aBe 6epeMeHHOCTY CamMOMpPon3BONbHO NPepPBannCh Ha paH-
Hem cpoke. Mpwn YeTBepTOl GepemMeHHOCTM B 3TOM e Gpake 6Gblna NpoBefeHa
npeHaTanbHas AnarHoCcTMKa, o6HapyXeHa Tpucomms no 21 xpomocome, Gepe-
MEHHOCTb NpepBaHa Ha cpoke 12 Hea. Mpu cnefytoLeil 6epeMeHHOCTN UCNONb-
30Banacb NCKYCCTBEHHAA MHCEMMWHALMA cnepMoit foHopa (1-4) —poanncs 340-

poBbiii Manbuuk (11-6). Mpu nocnepytolein 6epemeHHOCTU B nporpammy BPT
6blna BKIOYEHA NpefuMMIaHTaLMOHHAA AWArHOCTMKa Npu WCMOo/b30BaHWUM

cnepmbl Myxa (1-3). MpoussefeHa nofcagka aM6PUOHOB, POAUANCH 3[0POBbIE
netn (11-7 n 8).

O6cnefoBaHve A0OHOPOB. TpeboBaHWA K (EHOTUMUYECKUM
0COBEHHOCTAM [OHOPOB 3HAUYUTENLHO CTPOXE, Yem npu obcene-
foBaHUM cynpyros. AGCONIOTHbIM MPOTUBOMNOKA3aHUEM AfiS
yyacTus B nporpamMmme LOHOpPCTBa ABnatoTca Bce BIP, u Tem 60-
nee MBTIP. Mpu ocmoTpe KaHAMAATOB B LOHOPbI BaXHO 06pa-
WaTb BHUMaHWe Ha BEPOATHOE JOKAMHNYECKOE NPOSBIEHNE TeH-
HbIX 3a60/1€BaHWUI UM HENOMHYIO MEHETPAHTHOCTb HEKOTOPbIX
NaTonorMYyeckmx CoCTOAHWMA. COOTBETCTBEHHO, OTBOLOM OyayT
CNYXXWTb NOBbILEHHOE KOMMYECTBO NATEH KO(ENHOro LBseTa Ha
Koxe (HeipothnbpomaTo3?), rmnepanacTUHHOCTb KOXKM U Funep-
MO6WUNBHOCTb CYCTaBOB (HAcNeACTBEHHbIE KOM/areHonatun?),
acvMMEeTpWA BCEro Tena UAn OTAe/bHbIX YacTeld, y4acTKM Aenur-
MeHTauuu n 6enas npsgb Bonoc (CMHAPOM BaageHbypra?), Ha-
NMYne guacTeMbl B COYETAHUU C rOTUYECKUM HebOM (HenosHas
pacliennHa He6a?) u T.4.

5.2.3. LutoreHeTnyeckumin aHanu3

KaproTunuposaHue poguTeneii. B KAMHUYECKON TeHeTuKe
6ecnaofne HEACHOTO reHesa, Hanm4ume AByX 1 60/ee BbIKUgbILE
paHHEro cpoka ABMAITCA NOKa3aHNAMMN AN KapUOTUNMPOBAHUSA
Cynpyros. 3TW e NPUYUHbI BbIHYXAAKOT MloAel obpaliarbesa 3a
MOMOLLbIO B LIEHTPblI 3KCTPAKOPMOpanbHOro OMnJiof0TBOPEHUS.
COO0TBETCTBEHHO, LMTOreHETUYECKMIA aHANN3 MOXET ObITb PeKo-
MeHA0BaH OO0/MbLUMHCTBY CYMNpPYroB, BbIHYX/AEHHbIX NPUOErHyTb
K BPT. Hanbonee 4yacToi reHeTU4ecKoi NMPUUNHON Heydad Mpw
npuMeHeHnn BPT ABAA0TCA c6anaHCUPOBAHHbLIE TPAHCIOKaL MM
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Y OIHOTO W3 poauTenei. Pa3sBuTne MeTOA0B LOUMMNIAHTALNOHHOM
OVNArHOCTUKM MNpefoCTaBNseT HOBble BO3MOXHOCTU CeMeliHbIM
napam nNpu HalnYyMn aHOManuii KapuoTunay 0fHOro U3 Cynpyros
MMeTb COBCTBEHHbIX 340PO0BbIX feTeli. B Hanbonee CNOXHbIX CU-
Tyauuax Bcerfja CyLlecTBYeT BO3MOXHOCTb MCMO/b30BaHUSA [0-
HOPCKUX KNETOK WKW LOUMNNaHTaUWOoHHas AMarHocTuka ¢ no-
cnegyrownumM oTO60pOM TFeHEeTUYECKM HOPMasibHbIX 3M6PUOHOB.
Heo6xoanmo yunTbiBaTb, 4TO HapyLeHWs CcrepmatoreHesa
Yy MYXUYMH 4acTo ABMAKOTCA Pe3ynbTaTtOM XPOMOCOMHbIX aHOMa-
NNiA, 4TO YBENNYMBAET PUCK HAPYLLEHMW XPOMOCOMHOIO annapa-
Tay NoTOMCTBa. Pa3nuuHble aHOManumn KapuoTmna Hanbornee yac-
TO BCTPEYAKOTCA Y MY>KUMH, HY>XAAIOLWMXCA B MHTpaLMTOonnasma-
TUYeckol nHbekunn cnepmatosonga (MKCW). CooTBETCTBEHHO,
LUTOreHETUYECKNIA aHanM3 HeobXoauMm, YTO6bl CBECTM BO3MOX-
Hble PUCKMN ANA NOTOMCTBA K MUHUMYMY.

CBOeBpPEMEHHOE BbISBIEHWE XPOMOCOMHbIX aHOMaNNii y nu,
NNaHVPYIOLWKX 3KCTPAKOPNopasbHOe OMa040TBOPEHNEe, 0CO6eH-
HO B co4eTaHuu ¢ gpyrumm BPT, nossonseT nogobpatb OnNTu-
MaJibHblA MEeTOA pelleHns npobnembl 6ecnnogus M COKpaTuTb
YMNCNO PENPOLYKTUBHbLIX NOTEPb.

KapvoTunuposaHvne goHopoB. K KapuoTMnMpoBaHWi0 LOHO-
pOB MOMOBbIX KNETOK NpeAbABnstoTCH 6onee cTporue Tpebosa-
HUA, Yyem B OGbIYHOW NpPaKTUKe MefWKO-TeHEeTUYEeCKOro KOH-
CYNbTUPOBAHUA CEMEeMHbIX Nap. be3ycnoBHbIM NPOTUBONOKAa3a-
HUEM K [OHOPCTBY ABASAOTCA YNC/NEHHbIE U CTPYKTYPHbIE aHO-
mManuu KkapuoTtuna. MpoTnBonoKasaHUAMU K JOHOPCTBY NOJO-
BbIX K/ETOK ABAAOTCA OCOO6EHHOCTM KapuoTuna, B 06blYHON
NpakTUKe pacLeHnBaloLLIMecs Kak BapuaHT HopMbl (OTCYTCTBUE
KOPOTKMX MNJIeY UAN YBEUYEHHbIe/4BONHbIE CNYTHUKN U CYT-
HUYHblE HUTW, & TAKXKe NOBbILIEHHAsA YacToTa accoumnaunin ak-
POLEHTPUYECKNX XPOMOCOM, YBe/NMYeHHble 6/10KN NPULEHTPO-
MepHOro reTepoxpomaTrHa ayTocom u AIMHHOIO nnaeva Y-xpo-
MOCOMbI, WHBEPCUA MNPULEHTPOMEPHOr0 TFeTEPOXPOMAaTMHA
XpPOMOCOMBI 9).

KapvoTunuposaHve nnogos. MpeHaTanbHasa LUTOreHeTuyeckas
AnarHoctuka (TpaguumMoHHas unm LoMMniaHTaLMoHHasa) nposo-
AUTCA MPU HaAMYUKU CTaHAAPTHbLIX MOKa3aHWii UAu npu noBbl-
LIEHHOM PUCKE XPOMOCOMHbIX aHOManuii y niofa B KOHKPETHO
cembe (cM. rnasy X).

KapnoTunupoBaHue niofa nokasaHo BO BCeX Clyyasx, Hesa-
BMCUMO OT cnocoba HacTynneHns 6epeMeHHOCTU, ecnn Bo3pacT
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matepu 35 v 6onee neT. XKeHLHaM 3TOW e BO3PaCTHON rpynbl,
6epemMeHHOCTb Y KOTOPbIX HacTynuna B pesynbtate KO ¢ uc-
No/sb30BaHWEM [JOHOPCKOM ALEKNeTKM (COrnacHo pernameHTu-
pyloWMUM [JOKYMEHTAM BO3pacT aHOHMMHbLIX AOHOPOB - [0
35 neT), UHBA3WBHAA AMArHOCTUKA C LeNbio KapuoTUNUPOBaHUA
nnoAa Ha3HavyaeTca TOIbKO NPU HaNMyYUK APYrMX NoKasaHui (oT-
KNOHEeHUsA BUOXMMUYECKNX MapKepoB, BbifBNeHMEe Y 3-MapKepos
n BI1P).

KapvoTunuposaHve abopTHOro MaTepuana. B cnyyae npepbi-
BaHMSA GepeMeHHOCTM, HacTynuBLel B pesynbtate KO, xena-
TeNIbHO MPOBOAMUTbL LIUTOTEHETMYECKOE WCCefoBaHWe MN0AHOIOo
maTepuana gns YTOYHEHUA MPUYUH BbIKMAbILWA U OMpeLesieHuns
fanbHelillein TaKTUKN BEAEHNS CEMbMU.

5.2.4. MonekynsipHO-reHeTU4eCcKuin aHasin3

B03mM0OXXHOCTM HOBbIX BPT 1 MHTEHCHBHOE pasBUTME METOL0B
MOJIEKYNAPHON ANarHOCTUKM NO3BOASAIOT MEPENTN OT BEPOATHOC-
THOrO MPOrHO3MpPOBaHMA 340P0BbA OyayLero pebeHka K CLeH-
Kam, OCHOBaHHbIM Ha KOHKPETHbIX puckax. C y4yeTom cuTyaumu,
BbIHYMBLLEN CEMbIO NPUBErHyTs K nomoLy BPIT, nx cnoxHoerw,
BbICOKOW Ce6ecTOMMOCTH ¥ TPYLJ0EMKOCTH, Tpeb0oBaHMA K Kavec-
TBY MeANKO-TEHETUYECKOrO KOHCYNbTUPOBaHUSA U TOYHOCTU Na-
6opaTopHbIX METOLOB MCCNeA0BaHWI CYLLECTBEHHO BO3pacTaroT.
Bce nuua, 4ybM rameTbl NpeAnonaraeTcsa UCNob30BaTh B MPorpam-
mMax BPT, gomkHbl 06CneaoBaTbCs Ha HOCUMTENBCTBO MaXKOPHbIX
MyTaumMii 4acTo BCTpevarLlmxcs 3aboneBaHuin (MyKoBUCLMAO03,
(hEHNTKETOHYPUSA, aAPEHOTEHNTa/IbHBIA CUHAPOM, HEMPOCEHCOP-
Has TYroyxocTb, CMIMHa/bHas MbllweyHas atpotus). Mpeacrasu-
TeNsAM OMpefeneHHbIX HaLMOHaNbHOCTE U 3THUYECKUX Fpynm,
Yy KOTOpbIX 4acTOTa BCTPEYAEMOCTUN APYTrMX MOHOTEHHbIX 3a60/1e-
BaHMI1 0CO6EHHO BbICOKA (Nepnogmnyeckas 601e3Hb y apMsiH, Ta-
naccemusa y xutenein CpegmsemHomopbs, 60ne3Hb l'eda-Cakca
y €BpEEB alliKeHasn) NpeanaraeTcs g H K - GUarHoCTnKa HOCUTe Tb-
CTBa MyTaL il COOTBETCTBYHOLLMX FEHOB.

O6cnefoBaHMe AOHOPOB. HOCUTENLCTBO MaXKOPHbIX MyTauuii
Yy KaHAWaTOB B JOHOPbLI MOMOBbLIX KNETOK fBNfeTcA abconot
HbIM OCHOBaHWEM AN UX 0TBOAA OT y4acTusa B MporpaMme fLo-
HopcTea. Mo pe3ynbTaTam 06Cef0BaHNSA 3TOMY YEI0BEKY LOK-
Hbl BbITb AaHbl PEKOMEHAALNN 0 HEO6XOAMMOCTU FEHETUYECKMX
nccnefoBaHUn Npy NJaHUPOBaHUK LETOPOXAEHUA B COOCTBEH-
HOW cembe.
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O6cnefoBaHve cyrnpyros. My>ynMHam npu asoo- WU OAUro-
CNePMUN HEACHOM 3TUONOMMM PEKOMEHAYEeTCA KapuoTUnupoBa-
HMe, a TaKKe MONeKYNsApPHO-TeHEeTUYECKUIA aHanu3 Mukpogene-
unii B Y-xpomocome. MpurumHOiA HeKOTOpbIX JOpM 06CTPYKTMB-
HON a300- WAW OAUTOCMEPMMM MOFYT 6blTb MyTaLWW B TeHe
CFTR, KOTOpbIEe MOBLILWAKT PUCK POXAEHUS AeTel, BOMbHbIX My-
kosucuungosom (MeaweHko T.3., bapaHos B.C., 2002).

BaxHyl0 ponb B HeBblHaWWBaHUN GepeMeHHOCTU MOryT
Urpatb reHbl JeTOKCUKaL MK, onpefenstoLine peakumno opraHms-
Ma Ha BO3[eNCTBME XMMUYECKNX (haKTOPOB BHELLHEl cpefbl (Kce-
HobuoTukos) (bapaHos B.C., 2004). YcTaHOBNEHO, YTO onpefe-
NeHHble coyeTaHns PYHKLMOHaNbHO HE6NaronpuATHbLIX BapuaH-
TOB reHoOB cucTembl geTokcukaumm (GSTM1, GSTT1, GSTPI,
NAT2), reHoB o6MeHa (OAMeBOW KWUCIOTbl M FOMOLMUCTENHA
(MTHFR, MTRR), a TakXe reHoB rnaBHoro Kommnnekca rucro-
coBmecTumocTy (HLA) CcyLLeCcTBEHHO YBENNYMBAIOT BEPOATHOCTb
CaMomnpon3BO/IbHOIO NpepbiBaHus 6epemeHHocTn (bapaHos B.C.,
2003). 4oNONHUTENBHO MOXHO OMpefennuTb MpespacrnosoxeH-
HOCTb K Hambonee TXKeNblM My/nbTU(akTopuanbHbiM 3abonesa-
HUsAM. MiccnefoBaHMA Ha reTepo3MroTHOE HOCUTENbCTBO MyTaLnii
psiga Hanbonee 4acTbiX MOHOFeHHbIX 3a607eBaHWii MO3BONAIOT
BbIABUTb CYMNPY>KECKME Napbl C NMOBbILIEHHbIM PUCKOM POXAEHUA
peTeid ¢ BH3. B 3aBucmMmocTu OT pesynbTatoB AHK-aHanusa
M Tuna 3abonesaHuns cynpyraM MOXeT 6biTb Npef/ioXxeHa npeHa-
TanbHaaA ANarHocTuKa (B TOM Yncne v JOMMNNaHTaLMoHHas), nn-
60 MCNONb30BaHME JOHOPCKUX KNETOK.

5.2.5. OCO6EHHOCTN MEeANKO-TEHETUYECKOr0

KOHCY/IbTUPOBaHA

MpakTNYecKn BCEM CEMbAM, HYXJAlLWUMCa B TOM WU py-
rom BapuaHTe BPT, TpebyeTca MefMKO-reHeTUUYECKOE KOHCY/TbTU-
posaHue. lNMpexae BCero, 3To 0THOCUTCA K CYMPY>KECKUM napam,
KOTOpble UMeKT Takume 0CO6eHHOCTM aHaMHes3a, KakK 6ecnnogue
HeACHOro reHesa, Asa u 6onee cfyyas cCaMOMpPON3BO/ILHOIO npe-
pbiBaHMS 6epeMEHHOCTU A0 12 Hel., Hannuue LeTeil ¢ BPOXAEH-
HbIMW MOPOKaMU Pa3BUTUA WK LPYTO HACNEACTBEHHOM NaTo/0-
rmei. Jlnua ¢ TakuMy 0COBEHHOCTAMU KapuoTuna, Kak cbanaH-
CUPOBaHHbIe TPAHC/IOKaLNKN, aHOManumn B CUCTEME MOJI0BbIX XPO-
MOCOM, MapKepHble XpPOMOCOMbI, a TaKXXe reTepo3nroTHbIe HOCK-
TENN FeHHbIX MyTauuii HYXZalTcs B NOAPO6HOM MeAUKO-TeHe-
TUYECKOM 3aK/H0UYEeHNN C YKa3aHWeM peKOMeHZaunid o guarHoc-
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TUYECKNX MeponpuATuaX npu 6epemeHHocTu. Meped HasHaueHN-
eM LOVMMMNAHTaLWOHHOM LMArHOCTUKN Heob6XOAMMO COCTaBUTb
crnewymanbHoe MeanKo-reHeTUYecKoe 3aK/UeHne C pacyeToMm Be-
POATHOCTM 340POBOr0 NOTOMCTBA.

MoAroToBKa CYNpY>KecKoi napbl K 6epeMeHHOCTU C NPUMEHe-
HVMEeM BCMOMOTaTe/IbHbIX PEMPOAYKTUBHbIX TEXHONOI WA, BKOYas
[OHOPCKME NOMOBbIE KNETKW WK LOHOPCKME 3MBPMOHbI, Takxke
[0/MKHA BK/OYATh B ce65 MeANKO-reHeTMYecKoe KOHCY1bTMpoBa-
Hue. Bpay-reHeTuK fo/mKeH 06bACHNTL ByAyLLIMM POANTENAM Lie-
necoobpasHoCcTb Nogbopa JOHOPa He TOMbKO MO PeHoTunmn4ec-
KUM [@aHHbIM W CXOACTBY C POAUTENIIMU, HO 1 NO pe3ynbTatam re-
HETUYECKOro TECTUPOBAHUA WU KINHWKO-TeHeanornyeckum AaH-
HbIM, WCKIIOYAKOLWMM MNOBbILEHHbIV PUCK MynbTU aKTOpWasb-
HbIX 3a60M1eBaHNA. MeaNLUHCKMM LeHTpam, UCMOSb3YIOLLIMM f0-
HOpPCKMe KNeTKu B npakTuke BPT, B Lenax nporHo3a notoMcrea
M OLEHKW COCTOSAHWA 3[40pOBbs pebeHKa 1 ero ByayLumx nokone-
HWNA He0BX0AMMO MPeAOCTaBAATb OPUANYECKUM poanTensam «le-
HETWMYECKMIA NacnopT AOHOPA MOMOBbIX K/IETOKY.

Bygyuime topugnyeckne poaWUTENU LO/MDKHbI MNOAYUYUTb
MH(OPMALMNIO O HEBO3MOXXHOCTW rapaHTUM abCconOTHOMO 340-
poBbs pebeHKa, 0 NONYAALUOHHOM PUCKE MOHOTEHHbIX, XPOMO-
COMHBIX ¥ MyNbTU(aKTOPUanbHbIX 3a601eBaHN U O BEPOATHO-
CTM BO3HWKHOBEHMWA Y NJ0Aa BPOXAEHHbLIX MOPOKOB Pa3BUTUA.
B0O3MOXHOCTN JOMMMAAHTALMOHHOW WM CTaHAAPTHON NOCTUM-
NNaHTaLMOHHOM nNpeHaTaNbHOW LUAarHOCTUKU [O/MKHbI BbiTh
OrOBOPEHbI 3apaHee W MpU HEO6XOLMMOCTW BKIHOYEHbI B MpPO-
rpammy BeAeHus 6GepemMeHHOCTW. Bpauy [O/KeH MOAroToBUTb
CYNpyroB He TOMbKO K MOAYYEHUIO U COXPaHEHUIO GepeMeHHO-
cTv nocne BPT, HO 1 MH(OPMMPOBaTbL UX O HEOHXOLMMOCTM MNpK
HanM4ynMn COOTBETCTBYHOLLMX NOKa3aHW NONHOro 06cnefoBaHmns
nnoja Bo Bpems 6epeMeHHOCTM, B TOM YMCAIE C UCMO/Ib30BaHNEM
MHBAa3MBHbIX BMeLlaTeNbCTB. Bcem xeHwuHam cTapwe 35 fieT,
B TOM yucne c 6epemeHHocTamu nocne 3KO, pekomeHgyetcs
npeHaTanbHOe KapuoTunupoBaHue nnoga. XXeHWwHam 3Tol xe
BO3PaCTHOW rpynmbl, UCNO/b30BABLUNM LOHOPCKYHO ANLEKNETKY
(ecnu Bo3pacT foHopa meHee 35 f1eT), UHBA3MBHAA AMarHoCTUKa
Ha3Ha4yaeTCsa TOMbKO MPU HaNMuum LAPYrUX MoKasaHwid - no
pesynbTatam Y3U n 6uoxmmuueckoro ckpuHuHra | n Il tpu-
MeCTpOB.

MpocneKkTUBHOE KOHCY/NbTUPOBaHMe AO/MHKHO BKIOYaTh B Ce-
65 06BACHEHME POAMTENSAM BaXHOCTW HeyTamBaHWs MHGopMa-
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UM o0 npuMeHeHnn BPT oT byayLiero pebeHka, yunTbiBas Bepo-
ATHOCTb O6paLLeHns ero caMmoro ¥ NMOTOMKOB 3a MeANKO-TeHeTH-
YeCKOW KOHCYNbTaluei.

MpakTUKyLWUM Bpavyam-reHeTUKaM, C y4eTOM pasBUTUA
M LOBOJIbHO LLUMPOKOr0 UCMONb30BaHMA MeToAoB BPT, Heobxoau-
MO Mnpu cbope reHeanornyecknx gaHHblx Hapsagy ¢ 10% nonpas-
KO Ha /I0)KHOe OTLOBCTBO, YUMTbIBaTb AIMMUPUYECKYIO BEPOAT-
HOCTb POXKAEeHUA pebeHKa B CEMbe C UCMO/b30BAHNMEM JOHOPCKUX
ramer.

3AKJ/TFOUEHVE

CyTtb MTK 3ak/it04aeTcs B OnpefeneHnn NporH03a poXxaeHuns
pebeHka C HacneACTBEHHOI U BPOXAEHHO NaToorueil, B 06bac-
HEHUW BEPOATHOCTM HebnaronpmMATHOro ucxopa 6epeMeHHOCTU
M B MOMOLL M XXeHLMHe (CeMbE) B MPUHATUN PeLLIeHNs 0 AeTOPOX-
feHun. OcHoBHaAa uUenb MK 3aknoyaeTca B pa3paboTke ONTuM-
ManbHOro afroputTMa nNpoPuAaKkTUKW HACNeACTBEHHOW U BPOX-
feHHoi natonornn. Cneynduka n ocobeHHoctn MK npu 6epe-
MEHHOCTU MO3BONAOT ero TpaKToBaTb KaK «PenpoayKTUBHOE
KOHCY/IbTUPOBAHME».

OcHoBHble 3agaun MIK BKIOYalOT: YCTaHOB/IEHWE TOYHOTO
[marHosa HacnefcTBeHHOro 3abonesaHus (1); onpegenexHve Tuna
Hacnef0BaHMWsA NaTo/0MMM B AaHHOR Cembe (2); cocTaBeHMe Npor-
HO3a pPOXAeHNA pebeHKa C HacNeCTBEHHbIM 3ab0MeBaHNEM WK
BPOXJEHHOW naTonorueid He HacneACTBEHHOIO MPOUCXOXAEHUS
(3); pacyeT MOBTOPHOIO pMCKa poXKaeHNsa pebeHKa ¢ HacneACTBEH-
HOW matonoruei (4); NHHOPMAaLMIO 0 BEPOSITHOCTU POXKAEHNA pe-
6eHKa ¢ MynbTU(aKTopranbHbiM 3a60/1€BaHNEM B CEMbE BbICOKO-
ro pucka (5); onpegeneHne Hambonee athPeKTMBHOrO cnocoba
npogmnakTuku (6); NOMOLLb CEMbE B MPUHATUU NPaBUIbHOIO pe-
WweHua (7); HampasneHve Ha WHBAa3MBHYO /[ ¢ nocnegyroLmm
LUMTOreHETUYECKNM, MOMEKY/IAPHBIM 1 BUOXMMUYECKUM UCCNea0-
BaHWEeM M/0AHOro Martepuana (8); mponaraHgy MefWKO-TeHeTu-
YECKMX 3HaHWIn cpean Bpadei n HaceneHus (9). BaxHbIM acnek-
ToM MTIK aBnsieTcs cocTaBneHue «IeHEeTUYEeCKOoW KapTbl penpo-
OYKTVMBHOTO 340PO0BbA», HAIMUMEe KOTOPOI MOXET He TOIbKO MU-
HUMU3NPOBaTL PUCK poXAeHUA 60nbHOro pebeHka ¢ BHS3,
HO W MNpefynpeanTb pa3BuTME Hambonee yacTbix 3aboneBaHWi,
OCNOXHSALWMX 6epeMeHHOCTb U poAbl. BblgeneHbl crnegytowme
npsMble NOKa3aHua 414 HanpaBneHns 6epeMeHHON K Bpady-reHe-
TUKY aKyLLepCKOWA KAVHUKN: HaIM4Me TOYHO YCTaHOB/IEHHONW WK
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npegnonaraemMoi XpOMOCOMHOW 60/71€3HM B CeEMbe Y KOT0-1mb0o u3
Cynpyros WnAu [pyrux 4neHos cembu (1); poxpaeHue pebeHka
C XPOMOCOMHOI 60/1€3HbI0 UM MpepbIBaHMe npeablaylueli bepe-
MEHHOCTM B CBA3W C YCTaHOB/IEHHO B pesynbTate /[ XxpomMmocom-
HOI natonoruelt y nnoga (2); XxpOMOCOMHbIE MEPECTPONKN Y cyn-
PYroB Unu YneHoB KX cemeli (3); MOHOreHHbIe 3a60/1eBaHMA Yy Cyn-
PyroB, ux AeTei, y apyrnx 4neHos cembm (4); MBIP unun Bpox-
[leHHas YMCTBEHHAA HEMOJTHOLLEHHOCTb Y KOro-11bo 13 cynpyros,
nX geTeill N Apyrnx uneHos cembk (5); BO3L4EWCTBME BO3MOXHbIX
TepaToreHos (MyTareHoB) 0 WU B TEUYEHUE NEPBLIX TPEX MeCALEB
6epemeHHocTM (6); naTonoOrMyeckue OTK/IOHEHUS pPe3ynbTaToB
OMOXUMUYECKOT0 CKPUHMHTA MapKepHbIX CbIBOPOTOUHbIX 6€/1KOB
(7); ynbTpa3ByKoBble MapKepbl XPOMOCOMHbIX U FeHHbIX 601e3Hel
y nnoga (8); Bo3pacT 6epemeHHoin 35 neT u cTapwe (9). KpaTko
paccMOTPeHbl HEKOTOPbIE CMI0XHOCTW, BO3HUKAIOLLIUE NPU UHTEp-
npeTaymMm 3TUX MNOKAa3aHW BPavyOM-reHeTUKOM, NPOBOAALLUM
MTI K B ycnoBusx akyLLIepPCKOW KAVHWKN.

MTIK, B TOM yucne 1 npeHatanbHOE, B YCMOBUAX PaboTbl KNu-
HWKKN, UCMONb3YHOLLEe BCIOMOrartefibHble PenpoLyKTUBHbIE TexX-
Honorum (BPT) ¢ uenbto neveHns 6ecnnofms, UMeeT pas 0cobeH-
HOCTeil. KpaTKO paccMOTpeHbl CywiecTByrolme MeToabl BPT,
ocobeHHocTM MITK B 3aBMUCMMOCTM OT TOrO, YbM U Kakue noso-
Bble KNeTKW ucnons3ytotcd gns 3KO, KANMHUKO-reHeanornyec-
Kne nccnefoBaHua B NpakTuke npumeHeHns BPT, oco6eHHOCTM
MeLMNKO-TeHeTUYeckoro o6cnefoBaHUA Cynpyros M [OHOPOB,
BK/IOYAKOLME LUTOreHETUYECKUI U MONEKYNAPHO-TeHeTUYecC-
Kuii aHanm3. MNMpeanoXeH cO6CTBEHHbI BapnaHT HanucaHua po-
pocnosHbix angd MIK B ycnosusax npumeHeHns BPT.



MABAVI. CKPUHUPYKOLWMWME MPOIrPAMMBI
B MPEHATA/IbHOW AVNATHOCTUKE

6.1. OBLUWE MPEACTAB/IEHNA

O CKPNHVPYIOLWWX TECTAX

TepMUH «CKPUHWUHI» 03Ha4YaeT «NpocenBaHWe», «COPTUPOB-
Ka». CKPUHWHIOBble TECTbI YaCTO MPUMEHSAIOTCH B MEAULMHCKON
npakTuke. B KauyecTBe TecTa BbIGUPAIOT [OCTATOYHO ObICTPOE
M 3KOHOMUWYHOE 1CCiefjloBaHNe, KOTOPOe MPUTro4HO A1 MacCoBo-
ro NpumMeHeHus. B 0TOGpPaHHO C MOMOLLLI CKPUHMHTA Fpymnne
BbICOKOI0 pucKa NpoBOAAT CreuunanbHble nabopaTopHble uccne-
[lOBaHUA, pe3ynbTaTOM KOTOPbIX MOXEeT OblTb MOATBEpPXAEHUE
NN CHATWE [MarHosa COOTBETCTBYHLero 3a6osnesaHus (bou-
koB H.IM., 2004). Heob6xo4nmMo, 04HaKo, MOMHUTbL, YTO cam Nno ce-
6€ CKPUHWHI He ABNSeTCH AMarHOCTUYECKMM TEeCTOM, a CAY>KUT
TOMbKO Ans 0T6opa YacTW HACeNIeHNA C NMOBbILLEHHBIMPUCKOM Orpe-
JeneHHoin naTonornn. CKPUHWHI CYMTAETCA MaccoBbIM, €C/in UM
0XBa4eHO He MeHee 80% un3 06cnefyemMoii YacTn HaceneHus. Ecam
KO/INYeCTBO YYacCTBYIOLLMX B CKPUHUHTOBOM UCC/Ief0BAHUM 1t0-
[eil He [OCTUraeT 3TOM BeIMYMHbI, TO CKPUHWUHT Ha3blBaeTCAa ce-
NEKTUBHbIM (BblIGOpPOYHbIM). CornacHo pekomeHgauusm BO3
1968 r. (Carrera J.M., Di Renzo G.C., 1993), reHe TU4eCKNi1 CKpY-
HUWHT, T.e. CKPUHWHT, HanpaB/eHHbIA Ha paHHee BbisiBNeHWE 1 Npodn-
NaKTUKy HacneaC TBEHHbIX 60Me3Hel, A0/KeH YA0BETBOPATbL Che-
Ayrouium TpeboBaHUAM:

1) reHeTNYECKOE CKPUHMPOBaHMWE ABNAETCSA LOOPOBOSbHbLIM;

2) nauueHT LO/MKEH NONYYWUTb BCHO MHGOPMAaUMIO O Lensx
M BO3MOXHbIX pe3y/ibTataxX CKpUHUHra o Hayana uccnefoBaHus,

3) pe3ynbTaTbl CKPUHWUHIA ABNAOTCA KOHPUAEHUNANbHOW NH-
thopmaumein, T.e. He obcyxpaatoTca ¢ paboTogaTenamu, npeacra-
BUTENAMW CTPaxXOBbIX KOMMaHWMA U T.4.;

4) pe3ynbTaTbl TEHETUYECKOTO CKPUHUHTA MHTepNpeTupyoTcs
BPa4yOM-reHeTUKOM;
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Tabnuua 6.1
BO3MOXHble BapnaHTbl pe3ybTaTOB CKPUHUHTA
Pe3ynbTaT CKpUHMHIA 3abonesaHue ectb 3aboseBaHns HeT
MoNoXUTENbHbIA VICTUHHONONOXUTENbHbIE  JIOXKHOMOMOXUTENbHbIE
3HaueHus (M) 3HadeHusa (1)
OTpuaTenbHblii J1oXHOoOTpULaTeNbHbIe McTUHHOOTpULaTENbHbIE
3HaveHuns (JIO) 3HayeHusa (N0)

5) ecnv neveHue n NponnakTuka 3aboneBaHNs BOSMOXHbI -
Heo6X04MMO X HayaTb HEMELEHHO NOC/E MOMYYEHUS NOSTOXKM-
TeNbHbIX Pe3y/bTaTOB CKPUHUHIA;

6) CKPUHWHI HOBOPOX[EHHbIX AO/HKEH OblTb 0653aTeNbHLIM
1 6ecnnaTtHbIM, ecny paHHASA LMarHOCTMKA NO3BONAET He fonyc-
TUTb Pa3BMTUS 3a60neBaHNS.

Mpy NpoOBeLEHNN CKPUHMHTA HEOBXOAMMO BblbpaTh MOpPOro-
Boe 3HaueHue (cut off) mapkepa, yCcnoBHO pasfensitoLiee Hop-
MaJibHble YPOBHU (OTpULaTENbHbIE Pe3y/bTaTbl) M YPOBHU, acco-
UMMPOBAHHbIE C MaTOMOrMeN, T.e. NONOXNUTE/bHbIE PE3y/bTaThl.
B 3TMX TepMUHax BO3MOXHblI CMeAytLine BapuaHTbl OTBETOB
(tabn. 6.1).

[na cpaBHeHWs 3PPeKTUBHOCTU Pa3NNUHbIX MapKepoB BBe-
AeHbl CrefytoLine NoHATUS:

BbISIBN1SIEMOCTb WM YyBCTBUTENLHOCTL (detection rate) =
nr/(nrn+n0)-k00%.
AppexTusHocTb (efficiency) = UM/ (MM +/10+ NM+0)* 100%.
CneuudmyHocTb (specifity) = NO/(1M+UN0O) « 100%,
rae WM - WCTMHHOMONOXWUTENbHbIA pe3ynbtat, J1O -
NOXKHOOTpULUATeNbHbIN pesynbTaT, O - WCTMHHOOTpMLUATENb-
HbI pe3ynbTart, JITT —10XKHONONOXNTENbHbINA.

CreunpruyHOCTb - CNOCOBHOCTL TECTA KOPPEKTHO UAEHTU(NU-
LMpoBaTh TeX, KTO 340P0B (BEPOATHOCTb OTPULATENbHbIX Pe3y/ib-
TaTOB TaM, rae HeT 60/1e3HN).

Mono>knTenbHas NpefckasaTebHas BeMymHa

(positive predictive power) = M ANT+J11T) « 100%.

OTpuuaTensHas npeackasaTe/bHas BeNMUHa

(negative predictive power) = NO/(MO+J10) « 100%.

BennuunHa no>kKHoNonoXKnTeNbHbIX pesynbTaTos (JIMNP) (false
positive results) xapakTepu3syeT pa3mep rpynnbl NayMeHToB BbICO-
KOO pMCKa No Hannuunio 601e3HN 1 paBHa CefyHoLLEei BeNNYNHE:

nne = Nn/(MN+NnN+no+J10) « 100%.
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3afaya NpeHaTa/bHOTO FEHETUYECKOrO CKPUHUHIA - WAEHTU-
(hrKauma >KEeHLLUWH Tpynn BbICOKOTO pUCKa MO PO>KAEHWIO AeTeit
¢ BIP v HacneacTBeHHbIMY 60Me3HAMU, TPeBYHOLLX Bosee feTasb-
HOTO aHanM3a COCTOSHUSA M0AA C MOMOLLBIO CreLyanbHbIX nabopa-
TOPHbIX METO/0B UCCEA0BAHMS.

OCHOBHbIE CKpUHMpYOLMe nporpamMmbl B M/, BKIOYatOT:

1) ynbTpa3BYKOBOW CKPUHUHT;

2) BUOXMMUNYECKNIA CKPUHWUHT MapKepHbIX 6e/1KOB B CbIBOPOT-
Ke KpOBU BGepeMeHHOI;

3) LMTOrEHETNYECKMNIA CKPUHWHT;

4) MONEKYNAPHbIA CKPUHWHT;

5) IMMYHONOTMYECKUA CKPUHUHT.

Ele ofHUM BapnaHTOM FeHeTUYeCKOr0 CKPUHUHIa ABASET-
CSl MEeAUKO-TeHEeTMYECKOe KOHCYNbTUPOBaHME, KOTOpoe B uie-
anbHOM CMTyauMm OTHOCUTCA KO BCeM 6GepeMeHHbIM U BCEM
CYNPY>XECKUM napam, NJaHuMpyloLWKUM pebeHKa. ITOT CKpu-
HUWHT, OfjHAKO, caM Mo cebe He OCHOBaH Ha UCMO/b30BaHWM Cre-
LManbHbIX 1abopaToOpHbIX METOAOB UCCNef0BaHUIA, XOTSA Hepea-

KO CyMMWpYET pe3ynbTaTbl APYrUX BApUaHTOB CKPUHUHIA (CM.
rnasy V).

6.2. Y/IbTPA3BYKOBOW CKPUHUHT (¥Y3C)

NYNbTPA3BYKOBOE UCCNEAOBAHUE (Y3W)

B HacTosilwee Bpema Y3C sABnsetcs Hambosee MONyNspHbIM
BapuMaHTOM CKPWHWMHra ans oTéopa XEHLWMH Trpynn BbICOKOro
pvcka no poxgeHuto getein ¢ BH3. CornacHo cyLlecTByOWMM pe-
koMeHgaumam (Mpukas M3 P® ot 28.12.2000 Ne457) Y3C npu Ge-
pPeMEHHOCTW MPoBOAMTCA Tp>Kabl (10—14; 18—22 n 30—3, Hen.
6epeMeHHOCTH) M B 3aBUCMMOCTW OT Yry6/NeHHOC T aHanmsa Mo-
>KeT 6bITb 1-r0, 2-ro 1 3-ro ypoBHS.

Y 31—OoCHOBHOIM MpsiMOii HeMHBa3MBHbI MeTof M/, BbICOKO 3(h-
(DeKTUBEH [/151 BbISIBNIEHUS BPOXKAEHHBIX MOPOKOB Pa3sBUTUSA M/oga.
Mo gaHHbIM BO3 - 6e3BpefeH And naoja v matepu. Tem He Me-
Hee, cumMTaeTtca, 4to Y3W He cnefyeT 310ynoTpebnats. VX gonmk-
HO ObITb POBHO CTOJIbKO, CKO/IbKO Heo6Xxogumo (npuHuun
«ALARA» - as low as reasonably achievable) (cm. rnasy V).

Y3W B afieKBaTHbIE CPOKW U B COOTBETCTBUN C CYLLECTBYHOLLIN-
MU MPOTOKO/IamMuK N03BONAET BbiABUTL 80—98% nnofos c aHaTo-
MWYECKUMU NOPOKaMM.

AhheKTUMBHOCTL Y3/ BO MHOIOM 3aBMCMT OT paspeLuatoLLeit
CroCcOBHOCTY YNbTPa3ByKOBOrO annapaTa, onblTa crneupancTa
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1 ypoBHA 06cnefoBaHus. MogpobHO ¢ npumeHeHuem Y3U B N[
MOXHO 03HaKoMWUTbLCA B rnase VIII.

6.3. BUOXUMUNYECKNIN CKPUHWHT (BC)

AHanm3 amM6pMoHanbHbIX (MapKepHbIX) CbIBOPOTOUHbIX GenkoB
B KpOBM GepeMeHHO —pacnpocTpaHeHHbI BapuaHT BC, LMpoKo
npumMeHsieMbli B [ 415 BbISBIEHWS MKEHLLWH TPy BbICOKOTO pUcKa
M0 POXKAEHUIO fieTeli C XPOMOCOMHbIMU BOME3HAMM, NpeXKie BCero
C CYHApPOMOM JlayHa M C HEKOTOPbIMW MOpPOKamu passuTus, rnas-
HbIM 06pa3oM, ¢ getheKTamm 3apaLLeHns HeBPaTTbHOM TPYOKM.

BC nposogutcs Kak B |, Tak 1 Bo Il TpumecTpax 6epemeH-
HOCTW. OCHOBHBbIMWU MapKepHbIMW CbIBOPOTOYHLIMU 6efikaMu
(MCB) B KpoBM MaTepu B HAcCTOALLee BPeMs cuMTatoTca anbga-
tetonpotemH (ADIT), xopuanbHblii TOHAAOTPOMNUH YenoBeKa
(XT'Y), cBoboaHbIli (HEKOHBIOTMPOBaHHbIW) acTpuon (H3) (Il
TPUMeCTP), acCOLMMPOBaHHbIA C 6epeMeHHOCTbI0 6enoK nnas-
Mmbl A (PAPP-A) 1 cBo6ogHasa p-cyobenHMLa XOPUOHUYECKOTO
roHagotponuHa yvenoseka (I Tpumectp). Bce MCB sasnsaTca
3AMOPUOHCMELMMUNYHBIMA, T .. OHY MPOAYLMPYIOTCA KNeTKamu ca-
MOr0 Nfoja W NAaLeHTbl M NOCTYNal T B MaTEPUHCKMIA KPOBO-
TOK. VIX KOHLEeHTpauns B CbIBOPOTKE KPOBU MaTepu MeHseTcs
B 3aBMCHMMOCTU OT CPOKAa GEPEMEHHOCTU M OT COCTOAHUA NNoja.
Anroputmel BC B | 1 BO |l TpuMecTpax, AMHamMmuKa cofepxxaHuns
MCBE B KPOBW XEHLMHblI HAa Pa3HbIX CPOKax 6epeMeHHOCTH,
ycnosus nposegeHus bC, ocobeHHOCTM 06paboTKM U UHTep-
npeTauny MNOSYyYEHHbIX Pe3ynbTaToB MOAPO6GHO PaccCMOTPEHBI
B rnase VII.

6.4. LIMTOTEHETUYECKUI CKPYHWHT (LIC)

icxoos M3 HEMpenoXHbiX (haKTOB, YTO WCKNOUYNTENbHOE
6O/bLUMHCTBO FEHOMHBIX MyTalWii BO3HMKAOT de Novo, Kaxayto
6epeMeHHOCTb MOXHO paccMaTpKBaTh Kak CUTyaLMio prcKa pox-
AeHNs pe6eHKa ¢ XpOMOCOMHOI 60Me3HbI0. TPYA0EMKOCTb LUTO-
reHeTUYECKUX MeTOJ0B [Ae/laeT MacCoBOe MpeHaTa/bHOe Kapwo-
TUNWPOBaHNE HepeasibHbIM, a C YYeTOM OMPeAeseHHOro, XOTb
11 He6O/bLLOrO, PUCKA MHBA3UBHbIX MAHUNYNALMI C LIENbIO NONy-
YeHUs NAOLHOTO MaTepnana - BPeAHbIM.

®yHaaMeH Ta/IbHOV OCHOBOW LM TOreHe TUYECKOro CKPUHMHIA S1B-
NsieTCs ONpefesieHne prcka XpOMOCOMHOV MaToMorn Y Miofa B 3a-
BMCMMOCTV OT BO3pacTa 6epeMeHHOI 11 CeMeitHOropenpoayKTUBHO-
ro aHamHesa. [MocneAHUit BKOYaeT Hanuume y Cynpy>KecKoi na-



120 nasa V!

pbl pebeHKa C XPOMOCOMHOW 60M1€3HbI MM MHOXECTBEHHbLIMM
MopoKamu pasBMTUA, a TakKKe HOCUTENLCTBO XPOMOCOMHOM abep-
paymm ofHUM 13 cynpyroB. OCHOBHOM LiEMbi0 LM TOreHe TUYECKOro
CKPVHWHIa SBNSETCSA MOUCK CYNPY>KECKUX Map, a pPriori MMerLmx
MOBbILLEHHBI PUCK 06pa3oBaHns HecbanaHCMPOBaHHBIX ramMmeT U 3u-
roT. B ocyuiecTBneHnn 3T0ro Buga NpeHaTasbHOro CKPUHUHTa
MOFYT 1 AO/DKHbI MPUHUMATb yyacTue Bpayu 6ol cneynanunsa-
UMW, OLHAKO BefyLlas pofib B pacyeTe UHAWBUAYANLHOIO pUCKa
NPUHaANEXUT Bpayvy-reHeTuKy.

LInTOreHeTMYECKNA CKPUHWUHT BMECTe C OUOXMMUYECKUM
M YNbTPa3BYKOBbIM MPeACTaBAAT TpMagy NporpaMm, UMeEHLnX
HernocpeACcTBEHHOE OTHOLWIEHWe K (POPMUPOBAHUIO TPYNM BbICO-
KOr0 pucKa XpOMOCOMHbIX 60ne3Heli y nnoga. OfHaKo, OTBOAS
BEAYLLYIO pOJib BUOXMMUYECKOMY U Y/IbTPa3BYKOBOMY CKPUHUHTY,
Henb3s NPaKTUYeCcKn NOAHOCTLI0 UTHOPMPOBATb 3HAYUMOCTb Lin-
TOTEHeTUYECKOr0 CKPMHUHIAa Kak OAHOr0 U3 CaMOCTOATENbHbIX
HanpasfeHUn NPopUNaKTUKN XPOMOCOMHO natonorun. Bmecte
C Tem, MO KOHEYHbIM LEeNAM CKPUHUPYIOLWEro uccnefoBaHus -
pacyeT WHAWBWUAYaNbHOrO PUCKa poXAeHWUA pebeHka ¢ XpoMo-
COMHOIi 60M1€3HbI0 - LMTOTEHETUYECKUIA CKPUHWUHT NPUHLUNN-
a/lbHO He OT/IMYaeTCs OT YNbTPa3BYKOBOIO UM 6MOXMMUYECKOTO.
Ero cneyunduka 3akno4aeTcqd B TOM, YTO BEPOATHOCTb XPOMO-
COMHOI MaTosiorMm y naoja paccyMTbiBaeTCA He3aBUCUMO OT
[aHHbIX O €r0 COCTOSHWUW, TOrAa Kak PUCK Npu 6UOXUMUYECKOM
W YNbTPa3BYKOBOM CKPUHWHIE UCYUCNAETCA NO pe3ynbTatam 6mo-
XUMUYECKMX N BNODU3NYECKUX UCCNE[0BaHNA MPU HACTOALLEN
6epemeHHOCTU. LIC MOXeT ocyLlecTBNSTLCS B 06O Cpok Hepe-
MEHHOCTU W faxe [0 ee HacTynneHus. OfHako, NpUHUMas BO
BHUMAHMWE MOHWXEHHYIO XXWU3HECNOCOH6HOCTL MI0LOB C XPOMO-
COMHbIM fMc6anaHCOM, OYEBUAHO, YTO 3PEKTUBHOCTb LUTOre-
HETMYECKOTO CKPMHUHTA BYyET CHMXXATbCSA C YBENIMYEHNEM CPOKa
6epeMeHHOCTHU.

CnegyeT OTMETUTb, YTO MOHATUE «LUTOrEHETUYECKMIA NpeHa-
TaNlbHbl/i CKPMHUHI» 3a4acTY0 NOAMEHAETCA MOHATUEM «LUTOTe-
HeTuMyeckas npeHatanbHasa guarHocTuka». Mexay Tem, 3To fane-
KO HE CMHOHMMBbI. TakK, eCu LeNb CKPUHMHTA - 3TO ONpeAeneHne
WHAUBUAYASILHOTO pUCKa XPOMOCOMHOW NaTtonoruu y nnoga, 1o
LUMTOreHeTUYeCKaa npeHaTanbHas MarHocTuKa - 370 4acTb KOM-
nnekca nabopaTopHO-4MArHOCTUYECKUX WUCCNefoBaHuii, COMnpo-
BOXJAKLWMNX WHBa3WBHble BHYTPMMATOYHbIE BMeLIATENbCTBA
C LeNbio NosyyeHuns nNioAHoro marepuana. CTporo rosops, LuTo-
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reHetuyeckasa [ —3To KapMoTMNUpPOBaHME N04a B PasHbIX
rpynnax pucka, Hy>xgarowmuxcst B uHBasunsHol MA. B nogaensito-
Wwem OOMbLIMHCTBE C/yYyaeB KapuoTUNMUpOBaHME niofa MnpoBo-
LUTCA MO NOKa3aHUAM, onpefeneHHbIM Mo pesy/bTaTtam Tpex npo-
rpamm MpPeHaTaslbHOro CKPUHWHIA - LUUTOreHeTUYeCKoro, ynbT-
pa3ByKOBOIo M 6UMOXMMUYECKOTO.

Kak y»ke oTMeyanocb, MUTOTOM LIMTOreHETUYECKOr0 CKPUHWH-
ra ABngetca (hopMMpoBaHMe rpynn BbICOKOTO pUCKa Mo poxae-
HUIO pebeHKa C XPOMOCOMHOI NaTtonorneli Ha OCHOBaHWMW BO3-
pacta 6epeMEHHON W CeMEeHOr0 PeMpOAYKTMBHOIO aHamHesa.
MocneaHNA BKOYAET YYeT TaKUX AaHHbIX, KaK HaMumey cynpy-
>KeCKoIi Napbl pebeHka (Mn1o4a) ¢ XPOMOCOMHOM 60/1e3HBI0 UM MHO-
>KECTBEHHbIMU MOPOKaMU PasBUTUSA, a TakK>Ke aHOMCUUW Kapue-
Tunay ofgHoro (Mnm 0boux) cyrnpyroB. VIMeEHHO 3T rpynnbl cynpy-
YKECKMX Map MMEKT BbICOKMNIA yeNbHbIA BEC B CTPYKTYpe obpalla-
eMocTu Ha N[, a HaKonneHHble K HACTOALLEMY BPEMEHU pe3ynb-
TaTbl y6eMTeNnbHO CBUAETENbCTBYIOT O TOM, YTO YacToTa BbisiB/e-
HUSA aHOMa/IbHbIX KAPUOTUMOB B 3TUX FPynnax CyLecTBEeHHO npe-
BbILLAET NONYNALMOHHYI0. Mogpo6Hee o rpynnax, MMerLwmx no-
BbILLUEHHbIA PUCK POXAeHNS pebeHKa C XpPOMOCOMHOW 60/1e3Hb10,
CM. rnasy X.

Takum 06pa3oM, B 3aBUCUMOCTHU OT BO3pacTa, HaM4nsa Xpo-
MOCOMHbIX MepecTpoeK, MpeaLlecTBytoLero pebeHka ¢ MBIP
WM C XPOMOCOMHbIMU B0/IE3HAMM YKEHLLIMHA aB TOMaTUYeCcKu no-
nafaeT B rpynny BbICOKOTO PMCKa XPOMOCOMHOM NaTonorum
y nnoja v HesaMefMTeNlbHO MOAJIEXKUT HanpasneHuio Ha M/J,
C Lefblo KapuoTunuposaHna njoga. NpuHumnel, Metogbl U an-
roputmbl M XpOMOCOMHbIX 60ne3Hel Nogpo6HO paccMoTpe-
Hbl B rnase X

6.5. MOMTEKYNIAPHbIA CKPUHUHI (MC)

MC npeacTasnseT coboii YyacTb 6051ee O6LUMPHON NMporpamMmmbl
CKPUHMHra HacnefCTBEHHOM MOHOreHHOW naTosoruM, KoTopas
BCTpeyaeTCca npumepHo y 1% Bcex HOBOPOXKAEHHbLIX. B HacToALee
Bpems MC npumeHseTcs TOMbKO 415 HEKOTOPbIX 3ab0neBaHuii,
[N KOTOPbIX M3BECTHbI YaCTO BCTpeyarolmecs (MaXopHble) My-
Tauuun. B HEKOTOPBIX pa3BUTbIX CTpaHax 3anagHoi Esponbl, Ame-
puKu, N3paune yxxe nposogmtcs MC HeKOTOpbIX 0COOGEHHO Yac-
TbIX, COLMANbHO 3HAYMMbIX MOHOTEHHbIX GOMe3HeR, Takux Kak
MYKOBUCLMAO03, MuogmcTpodus [ioweHHa, Tanaccemus, 6ones-
HW «HakonneHus». K KaHgmaatam Ha MC B P® MOXHO OTHECTU
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MYKOBUCLUAO03, (DEHUNKETOHYPUIO, afpeHOreHUTa/IbHbIA CUHA-
pOM, CNUHaNbHYK MbllleyHyto atpoguio (60nes3Hb BepaHu-
ra—FomaHa). BBuay BblpaKeHHON 3THUYECKON HEeOA4HOPOA-
HOCTW HaceneHus P®, CyLweCTBeHHbIX HALMOHaNbHbIX U MONy/s-
LUMOHHbIX KOnebaHWii 4acToT M CMeKTpa MaXOpPHbIX MyTauuii u,
KOHEYHO, AOCTAaTOYHO BbICOKON cebecTommocTn, MC 3Tux 3a60-
NneBaHWi He MpoBoAUTCA. Takoe TeCTUPOBaHWe, O4HAKO, BMOHe
[OCTYNHO B psge nabopaTtopuii u ML, Pd no xxenaHuto cynpy-
ros. OHO pekomeHAyeTcAa 0O GepeMEeHHOCTM MPW COCTaB/IEHUU
«["eHEeTNYECKOI KapTbl PerpoLyKTVBHOMO 300p0Bbs» (CM. rnasy XV).

Ba)XHO OTMeTUTb, YTO MONEKY/NIAPHOE TECTUPOBaHMWe, Ge3yc-
NOBHO, MOKa3aHOo B CEMbAX BbICOKOr0 pUCKa MOHOMeHHbIX 60/es3-
Hell. OHO TaKXXe HepeaKO MPOBOAUTCSA C LeMbl0 YTOUYHEHUS KNU-
HMYECKOro AmarHosa npu Nofo3peHnMmn y 601bHOr0 pebeHka Tol
WA UHON MOHOMEHHON natonoruun. MpuHUUNG 1 MeToabl MOne-
KYNAPHOW AMarHOCTMKK, 0COBEHHOCTM MOMEKYNAPHOI fuarHoc-
TUKW Hanbosee YacTbIX TAXENbIX FeHHbIX 60M1e3Held, a TaKkxe cnu-
COK MOHOTeHHbIX 60ne3Heil, AuWarHocTUpyeMmbix B Poccuu
n B CaHkT-MNeTepbypre, npusegeHbl B rnase Xl.

6.6. VIMMYHO/IOTVIYECKUIA CKPVHUHT (AC)

VIMMYHONOrMYeCKM Ha3sblBaeTCA CKPUHUHT 6epeMEHHbIX Ha Ha-
nnunepsiga MHMEKLWA, MOTEeHUMANbHO HapyLLIAIOLLIMX BHY TPUY TPO6-
Hoe pa3suTuve nnoga. K TakoBbIM OTHOCATCHA: BUPYC KpacHyxw,
MpPOCTOro repneca, LMTOMEranoBUpyc, BUPYC BETPSHOM OCMbl,
BO30yauMTenu Tokconaasmosa. MNMpucytcteme B Kposu 1gG aHTUTeEN
npw oTCYTCTBMM IgM aHTUTes yKa3blBaeT Ha TO, YTO XKEHLLMHA Me-
peHecna fjaHHoe 3abosieBaHMe [0 6epeMeEHHOCTU. BbiCOKMEe TUTPSI
1gG aHTuTen npu Hanuummn IgM aHTUTEN YKa3blBalOT Ha TEKYLLYIO
NHPeKLmMo. TpUMEHEHNE COBPEMEHHbIX MOJEKYNAPHbIX TecT-
CUCTEM 4NS AeTEKUUN BO3OYANTENEN NEPeYNCEHHbIX MH(EKLNI
meTofom MLLP B coyeTaHUu € KNaccU4eCcKMMM Ceponormyeckumm
M 6aKTepnmonorMyecKMMm MeTofamu no3sonfeT AOCTaTOYHO Ha-
[EeXHO NPOBOAWUTb UMMYHONOTMYECKNIA CKPUHWUHT HE TOMbKO Ha
paHHUX cpokax 6epemMeHHOCTW, HO U B MPEKOHLEMLUUOHHOM ne-
puoge.

Ba>kHeiwmm cocTasnsowmm VC ABnseTCA TecTupoBaHWe
Rh-npuvHagne>kHocTu maTepu. Mpobnema Rh-KoH(DIMKTa MaTe-
pv ¥ nnofja —ofjHa U3 Cepbe3HbIX NPO61eM COBPEMEHHOTO aKy-
WwepcTBa. Bo3HuKalowWwas BCNefCTBUE TAKOTO KOHMINKTA FreMOSn-
Tnyeckas 601e3Hb —rPO3HOE OC/IOXKHEHUe 6epeMeHHOCTU, KOTO-
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poe MOXHO NpefoTBPaTUTbL MpY COBAAEHUN ClefyHoLWmnX ycno-
BUIA: cBOEBpeMeHHoe onpegeneHne Rh-npuHagnexHoctn 6epe-
MeHHOW (cynpyroB) (1), a npu oTpuLAaTeNbHOW pesyc-npuHag-
NEeXHOCTN KpoBY BepeMeHHOI —onpeaeneHne Halnuns aHTupe-
3YCHbIX aHTUTeN B ee Kposu (2). MNpn HeobXxo4MMOCTN MHBA3UB-
HOI NpeHaTanbHON ANarHOCTUKM XPOMOCOMHOW NaTtonorum nno-
[ia y pe3yc-oTpuLaTenbHOW XXeHLUHbI BONpPOC 0 Bbi6ope onTu-
ManbHOro Cpoka 6epeMeHHOCTY 418 MPOBEAEHUS MaHUMYAALUN
pelaeTcs MHAMBMAYANbHO C YUYETOM ee aKyLUepCKOro aHaMHesa,
CTeMeHN BbIPAXXEHHOCTU FeMOAUTMYECKO GonesHW naofa npu
npegblaywiein 6epeMeHHOCTU 1 HaNUYMs TUTPa aHTUTEN K pesyc-
thakTopy. OcobeHHOCTU npoBeaeHus M y 6epeMeHHbIX ¢ pesyc-
0TpMLAaTEeNbHON NPUHAANEXHOCTHIO PACCMOTPEHBI B rnase IX.

3AK/TKOYEHVE

06O CKPUHWMHT He ABNSETCA AMArHOCTMYECKMM TECTOM,
a CNYXWT TOJIbKO ANs 0T6Opa YacTu HaceleHUs C MOBbILWEHHbIM
PUCKOM BbISIBIEHWNA ONpeAe/eHHO NaTonoruu.

Pewatoulee 3HauyeHue ana MM vMeeT reHeTUYecKuii CKpu-
HWHF, HanpaBfieHHbIA Ha paHHee BbIiBAEHWE W MPONAAKTUKY
HacneACTBEHHbIX U BPOXAEHHbIX 60ne3Hell y nnoga. OcHOBHas
3afjaya npeHatanbHOro reHeTUYecKoro CKpUHWHIA - UAEHTUNU-
KaLus >KeHWMWH rpymnn BbICOKOTO PUCKa MO POXAEHWIO feTeit
¢ BIMP n HacnefiCcTBeHHbIMW 60ne3HAMM, Tpebytowmx 6onee fe-
TaSlbHOTO aHanu3a CoCTOAHMA Njofda C NOMOLLbLIO CheunanbHbIX
NnabopaTopHbIX MeTOA0B UccnefoBaHUs. OCHOBHbIE CKPUHUPYIO-
Wue nporpammbl B IM[ BKIOYAKOT: YNbTPa3BYKOBOW CKPUHWHT
nnoga —Y3C (1), 6UOXMMUYECKUA CKPUHUHT MapKepHbIX 6en-
KoB - BC (2), untoreHeTnyeckunii CKpuHuHr - LIC (3), moneky-
NAPHbIA CKPUHUHT - MC (4), AMMYHOIOTUYECKNIA CKPUHUHT -
NC (5). B kauecTBe MHTErPMPYHOLLEA MPOrpaMMbl FEHETUYECKOTO
CKpUHUWHTIa B M/ MOXHO paccmaTpuBaTh U MeANKO-reHeTUYECKoe
KOHCY/IbTUPOBaHWE, 0COBEHHOCTU KOTOPOro npu 6epeMeHHOCTH
paccMoTpeHbl B rnase V.

Y3C sBnseTcs Hambonee NoNyAsAPHbIM BapUaHTOM CKPUHWUHIA
N9 U3yYyeHUs COCTOAHMA Noja Ha pa3HbIX CPoKax 6epemeHHoC-
TW, AN 0T60pa XEHLLMH TPYMN BbICOKOrO PUCKa MO POXAEHUIO
feTeii ¢ BH3, gna BbiaBneHUs natonorny 6epeMeHHOCTU U Bbl-
NoSIHeHWsA UHBa3MBHOW M[ ¢ uenbio 3abopa N1OAHOrO MaTepua-
na. ¥3C npu GepeMeHHOCTWM MPOBOAUTCA, MO KpaiiHel mepe,
Tpwxabl (10—14; 18—22 n 30—32 Hef. 6epemeHHOCTH). B 3aBucuK-
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MOCTW OT MOCTaBMEHHbIX Leneid 1 3agad Y3 MoXeT 6biTb 1-r0,
2-ro u 3-ro ypoBHeii (cm. rnasy VIII).

BC ocHoBaH Ha aHanuse 3MOPUOHASIbHBLIX CbIBOPOTOYHBIX
6€e/1KOB B CbIBOPOTKE KPOBY XXeHLWMHbI B |, Tak 1 BO |1 TpumecTpax
6epemeHHOCTU. BC LWIMPOKO NPUMEHAETCA AN BbIABMEHUSA XKeH-
WMWH rpynn BbICOKOrO PUCKa N0 POXAEHWIO [eTeil C XpOMOCOM-
HbIMW B0/IE3HAMW M C HEKOTOPbLIMW NOPOKaMu pa3BuTus. Paspa-
60TaHbl KOMMbIOTEPU3NPOBAHHbIE BapuaHTbl OLEHKM puUCKa Mo
pesynstatam BC. OC06eHHO MepcrneKTUBHLIM MNpeLCcTaBnseTcs
KOM6UHUpOBaHHbI ¥3 1 BC B | TpumecTpe 6epeMeHHOCTU (CM.
rnasy VII).

LLC, oCHOBY KOTOPOro COCTaBNAET KAPUOTUNMUPOBaAHUE Noja
C LeNblo ANarHOCTUKM XPOMOCOMHbIX 60/M1e3Held, pacnpocTpaHs-
eTCA Ha CnefytoLine OCHOBHbIe FPyMbl BbICOKOrO pucka: 1) 6epe-
MeHHble B Bo3pacTe 35 f1eT 1 CTaplue; 2) XEHLLINHbI, paHee pPOAUB-
wme pedeHka ¢ MBIP nnm ¢ XpoMocoMHoli 601e3HbI0; 3) CTPYK-
TYPHbIE UWN YUC/IEHHbIE AHOMa/IMWN KapnoTuna y 04HOro u3 cyn-
pyros (cm. rnasy X).

MC npegcTaBnseT coboil YacTb NPOrpaMMbl CKPUHWMHIA Ha-
CNeACTBEHHON MOHOTEHHO MaTofiorMm, KoTopas BCTpevaeTcs
y 1% Bcex HOBOPOXAeHHbIX (rnasa Xl).

MC BK/OYaeT TecTupoBaHMe Rh-npuHagnexHoctn marepu
M Hanmume psga UHGeKLWiA, NOTeHLMaNbHO OMacHbIX 418 BHYT-
puyTpo6HOro passuTus nioga. PaspaboTaHbl ONTUMabHbIE anro-
pUTMbI NpoBefeHna MM y XEHLWWH C OTpULATE/IbHBIM PE3yCoM,
OTHOCALLMXCA K FPynnam BbICOKOrO pUCKa BPOXAEHHON M Ha-
cnefcTBeHHOW natonorun (rnasa 1X).



FNABAVII. BUOXUMNYECKIA CKPUHHI
MAPKEPHbIX BEJIKOB NPV BEPEMEHHOCTW

7.1. OBWWE NPEACTAB/TEHUNA

N KPATKAA NCTOPUYECKAA CMPABKA

Buoxumnueckunii ckpuHmHr (BC) BpOXAEHHbIX NOPOKOB pas-
BUTWA Noja ABNAETCA OAHUM U3 LOCTATOYHO JaBHMUX BapuaHTOB
reHeTUYecKoro ckpuHuHra (cm. rnasy VI). Havanom BC cnegyet
cumTath Ny6AMKaL Mo NePBbIX faHHbIX 06 accoumaunm ypoBHs a-
thetonpoTenHa (ADI) B CbIBOPOTKE KPOBY GEPEMEHHOI C HaNK-
ymnem aH3Huedanumn y nnoga (Brock D.H.J., Sutcliffe R.G., 1972).
MocKoNbKy fedeKTbl 3apalleHuns HepBHol Tpybku (A3HT) nno-
fa B BennkobputaHum BCTpevanncb JOBOMLHO YacTo, 18 megm-
LUMHCKMX LEeHTPOB MPOBENN COBMECTHble WUCCNEf0BaHUA U Ha
60/bWIOM CTAaTUCTMUECKOM MaTepuane (458 cnydaeB aH3HLeda-
MK 1 T.4.) NOATBEPAUN BbICOKYIO KOppenauuio yposHa AP
B CbIBOPOTKE KPOBMW GEPEMEHHOI XEHWMWHbl 1 Hanuuua O3HT
y nnoga (UK collaborative study, 1977). Mpu HegocTaTo4HOM YyB-
CTBUTENLHOCTU YNbTPa3BYKOBOro CKpuHUHra B 70—80-e rofbl
MPOLUIOr0 Beka AWarHOCTUYEeCKUM TECTOM, MOATBEPXKAAIOLLNM
Hannuue A3HT y nnoga, ABunocb onpefeneHve yposHa AT
Y HanMunsa cneympmnyeckoi s HepBHOM TKaHU 130(hopMbl aLle-
TUNXOMNHACTEPa3bl B aMHUOTUYECKON XWUAKOCTM, MONYUYEHHO
nyTem amHuoueHTesa (Brock D.H.J. et al., 1973; Kaweesa T.K.
n ap., 1997a).

MccnepoBaHve 6e/IKOB CbIBOPOTKM KPOBU MaTepu /15 OLEHKU
COCTOAHMA nnoga 661710 NPU3HAHO YA06HbBIM CKPUHUHIOBbIM TeC-
TOM. OHO ABW/IOCb CTUMYJ/IOM LUMPOKOMAcCLWTabHbIX UCCnefoBa-
HWU/A N0 MOWUCKY APYrux 3MOpPUOHaNbHbIX GENKOB B CbIBOPOTKE
KpOBMW 6EpPeMEHHOI 1 UX accoumaLnmnm ¢ Hambosee YacTbIMK NaTo-
NOTMYECKUMK cOCTOsHMAMYK nnoga. B 1984 r. nossunack paboTa,
B KOTOpOW BnepBble 6bl0 MOKA3aHO CHWDKEHWE CofdepXaHus
A®I npn cuHgpome OayHa (CA) y nnoga (Merkatz I.R. et al.,
1984). B TOM e rofly aT0T TeCT 6bl/1 NPeS10XeH B Ka4ecTBe CKpU-
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HWHra Ha C[l y nnoja. bbin pa3paboTaH anropytM pacuyeTa pucka
XPOMOCOMHOW MaTonorMm y naofa C yyetoMm BoO3pacTta MaTepw
n cogepxxanus A®IM (Cuckle H. etal., 1984; Tabor A. etal., 1987).
Mo3xe 6bINn 06HaPYXEHbI 1 Apyrue 3aM6PUOHANbHbIE CHIBOPOTOY-
Hble MapKepbl, KOHLEHTpaLnsa KOTOPbIX B KPOBW 6epeMeHHON 13-
MeHanacb npu Hanuumm CA y nnoga (Wald N.J. et al., 1988a, b).
Hawnbosiee CyLeCcTBEHHbIE OTK/IOHEHWS OT HOPMbI 6blIM 06HapY-
XEHbl ONA XOPMOHWYECKOro roHafgoTponuHa uenoseka (XIY)
N HeKOHblOrMpoBaHHoro actpuona (H3) (Bogart M.H. et al,
1987; Canick J.A. etal., 1988). C 1992 r. npocnNeKTUBHOE UCCNELO0-
BaHME CbIBOPOTKN KPOBWU GepeMeHHbIX C Lefblo BbisBneHus CU,
y NnJiofa HaLl10 NPaKTUYeCcKoe NMPUMEHeHNe B pALe MeAULNMHCKMUX
ueHTpoB Esponbl (Haddow J.E. et al., 1992; Wald N.J. et al,,
1992a; Herrou M. et al., 1992).

B Halwueli cTpaHe nepBble pesy/bTaTbl CENEKTUBHOIO CKPUHUH-
ra Ha cogepxxaHue A®T nossmunuck B 1988 I. 1 6bIIM NOMYYEHDI
C MNOMOLLbIO TeCcT-CUCTEMbl WMMYHO(MEPMEHTHOrO aHanmsa
(NDPA) «Ouannoc» (Qy6buHuHa W.B., 1990; opbyHoBa B.H.
n ap., 1991). B 1989 r. B /leHHrpage Obin BBELEH MACCOBbIA CKpU-
HUHT Ha cogepxaHve A®I1 and BblABNEHWA TPYMMbl BbICOKOTO
pucka no Hanuuuio A3HT n gedekta nepefHein 6GPIOLLIHON CTEH-
kn (AMNBC) y nnoga (Baxapnosckuii B.I'. u gp., 1995). MepBoHa-
yanbHo BC B CaHkT-lNeTepbypre npoBoAnncs TobKO B nabopa-
TOPMMW MpeHaTa/lbHON AMArHOCTUKW HacnefCTBEHHbIX 60ne3Hel
HW WA AMH CCCP. Bnocnegctsun 1 BNaOTb A0 HaCcTOALLEro
BPeMeHU OCHOBHbIM MECTOM npoBefeHus maccosoro bC crana
nabopatopus 6uoXmmMmnM FOPOACKOro MefMKO-TeHETUYECKOrO
LeHTpa, HblHE [lMarHOCTUYeCKWii LeHTp (MeAMKO-reHeTmyec-
kuin). C 1993 r. B CaHkT-lNeTepbypre NpoBOAW/CS CENEKTUBHbINA
BUOXUMUYECKUNIA CKPUHWHT XPOMOCOMHOI NaToforum naoga c npu-
MeHeHWEeM [BONHOr0 TecTa —oOnpeaeneHns cogepxanHmsa A®rl
1 XI'Y. MaccoBblit BUOXUMWUYECKNIA CKPUHWHT NPOBOANTCS ¢ 1997 T.
nocfie NoSBNEHUS KayeCTBEHHbIX OTEYECTBEHHbLIX TECT-CUCTEM
(«Ankop Bro», CaHkT-IMeTepbypr). C 2000 r. exxerogHo o6¢cneso-
Banocb 6Gonee 87% 6GepemeHHbIX ropofga (Kascheeva T. et al.,
2003).

B 2003-2004 rr. B HWNAT um. [.0.01Ta PAMH 6bIN1 pas-
paboTaHbl HOPMaTUBbl W BHeLPEH CeNEeKTUBHbIA CKPUHWHT B |
TpUMecTpe 6epPEMEHHOCTH, BK/THOYAOLLUIA UCCNef0BaHNE YPOBHSA
accoummpoBaHHOro ¢ 6epemeHHocTblo 6enka A (PAPP-A), cBo-
604HON p-cy6befMHULBI XOPUOHUYECKOrO0 FOHafoTPOMMHA Ye-
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noseka (cB. p-XI'4Y) u ynbTpa3BykoBoe OMpefesieHne TOMLWMHbI
BOPOTHMKOBOro npoctpaHcTtea (TBIT), Hannums v 4nnHbLI HOCO-
BoW kocTn (HK) nnoga ¢ nocnefyrowum pacyeToM KOMOGUHUPO-
BaHHOr0 pKCKa C yYeTOM BCEX MOKasaTesneil, aHaMHe3a 1 Bo3pac-
Ta MaTepu.

7.2. BUOXVUMUYECKW CKPUHUHI

BO Il TPUMECTPE BEPEMEHHOCTI

BC Bo Il TpumecTpe GepeMEHHOCTWN ABNAETCA UCTOPUYECKYU
6onee paHHUM. [lo c1X NOp OH LUMPOKO NPUMEHSAETCS B pa3nuny-
HbIX LeHTpax M/, Bo BceM MUpe 1 B HalLei cTpaHe.

7.2.1. CrpykTtypa, MeTabo/m3m

N CBOWCTBA CbIBOPOTOUHbLIX MapkepoB

K MapkepHbIM cbiBOPOTOUYHbIM 6enikam (MCB) B KpoBM MaTe-
PW, OTK/IOHEHUS KOTOPbIX MO3BONAOT CHOPMMPOBATL rpynny 6e-
PEMEHHbIX BbICOKOTO pUCKa MO POXKAEHWNIO AeTel C XPOMOCOMHbI-
MW HapyweHuamu n/mnu BIP Bo Il TpymecTpe, OTHOCATCA aflb-
tha-thetonpotenH (ADIT), XOPUOHNYECKMIA TOHAAOTPONMNH YeNo-
Beka (XI'Y), ceobogHasa a- unu p-cybveamHuubl XY, ceobos-
Hbli (HEKOHBLIOTMpPOBaHHGIA) acTpuon (H3), TpodobnacTtmyec-
Kuit p-rankonpotenH (TBI unu SP1), nHrnbun A (MHTrA) u He-
KOTOpbIe Jpyrue.

a-tpetonpotenH (ADIT) —OCHOBHOI KOMMOHEHT (heTanbHOl
CbIBOPOTKM Ha PaHHUX CpOKax GepeMeHHOCTW, TIMKOMNPOTenH
C MONeKynapHoOi maccoin 69 k[a. BbipabaTbiBaeTcs XeNTOUYHbIM
MELUKOM W MeYeHblo N104a, IKCKPeTUpyeTcs C MOYOM B aMHNOTK-
YeCKY0 XUAKOCTb, OTKYJa MPOHWKAET B KPOBb MaTepy vepes nna-
LeHTY Unun nnofHole 060104kn. APl B KpOBM MaTepy onpeens-
eTcA ¢ 5—6-ii Hefenn 6epeMeHHOCTU, 1 ero YpoBeHb NOCTOSHHO
pacTeT. [Ba nyTu noctynneHus APl B KPOBOTOK 6epeMeHHOI He
[al0T BO3MOXXHOCTY ONpefennTb KOHKPETHYIO NPUYNHY MOBbILLIEe-
HUA ero ypoBHA y Matepu. OHO MOXET ObITb CNeiCTBUEM YBENN-
yeHusa anddysmm AP yepes nnaueHTy, NM60 pe3ynbTaToM poc-
Ta ero KOHUeHTpayuy B aMHMOTUYECKOR xuakoctn (AX) ¢ no-
CnefyoWwmnm aKTUBHbIM BCaCcbliBaHNEM B MaTEPUMHCKYIO KPOBb Ye-
pe3 nnogHole o6onoyku. MNocne 30—32-i Hepenu cogepXxaHue
A®I1 B CbIBOPOTKE KpOBM MaTepu nagaet 4o 50% 0T makcumyma
(Kynnes AM. un gp., 1990). MoOCTOSHHOE YyBeNMYeHWe YpPOBHA
A®I1 B KpOBU MaTEPU NPU CHUXKEHUU €ro KOHUeHTpauun B AXK
M KPOBY M0fa 06bACHAETCA BLICTPLIM POCTOM M/104a U yBeNnye-
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HUeM n/olaim KOHTaKTa niawleHTbl U NAo4HbIX 060104EK C Ma-
TepUHCKUMK TKaHamK. MMepuog nonypacnaga APl B cbiBOPOTKE
KpoBu 1 AXK cocTasnseT 0kono 3—5 cyT. IT0 CBUAETENbCTBYET 06
OTHOCUTeNbHOI cTabunbHocTn A®PM B opraHusme (Papp Z.,
1990).

CunTaetcq, 4TO OCHOBHaa (yHkuma APl 3aknovaetcs
B MOAAEPXKaHUN OHKOTUYECKOr0 4aBNeHUs BHYTPU KPOBEHOCHbIX
cocyfos nnoga. MNMpeanonaraetca Takxe, uto API nrpaet ummy-
HOCYMPEeCCOPHYI0 PoSib U NPENATCTBYET OTTOPXEHWUIO MIO0AHOrO0
AliLa maTepuHckum opraHmsmom (Haddow J.E. et al., 1992). Bos-
MOXHO, ADPTT urpaeT ponb npeanbbyMunHa, Tak Kak ero Mosiekyna
nmeet 38% romosiorun ¢ anbbyMMHOM KpoBM B3pocsioro. A®r
ncyesaeT U3 KPOBU HOBOPOXAEHHbLIX B TeUeHNE HECKONbKUX He-
fenb. OfiHaKo B KOHUeHTpauun o 200 mkr/n A®I1 BCcTpeyaeTca
Yy HeKoTOpbIX AeTeil B Bo3pacTe A0 1 roga (Masseyeff R., 1975).
BHe 6epeMeHHOCTU B HOpMe B KpoBU B3pocnoro API1 He obHapy-
Xusaetca. NpumepHo y 2—5% HaceneHus CyLecTBYeT reHeTu-
yeckn 00ycnoBneHHas KpaiHe Hu3kas npogykuma ADI Bo
B3pocsiom coctosiHuu (Ruoslahti E., Seppala M., 1972). CyuiecT-
BEHHOE NoBbILIeHWe cofepXkaHusa APy B3pOCbIX YKa3biBaeT Ha
Hannunme HOBOOGPa30BaHMW, MpeXAe BCEro, ONyxoneii NeyeHw
(TatapuHoB HO.C., 1964; Abelev G.I. et al., 1967).

3HaunTenbHoe nosbiweHve (B 5—10 pa3) ypoBHa ADII B CblI-
BOPOTKe KPOBM GepemeHHOIi BO |l TpumecTpe € BbICOKON cTene-
HbIO BEPOSATHOCTW YKa3sblBaeT Ha Hanuuume fedeKToB 3apaLleHuns
HeBpanbHOI TPyOKM y nnoga. MosbiweHue ypoBHs AP perucT-
pupyeTcsa 1 Npu Apyrux naTonormyeckmx cocToaHnax nnoga (rac-
Tpowm3nc, omdasnoLesne, aHoMaIuy NOYeK), a TaKxe npu yrpose
npepbiBaHUa 6epeMeHHOCTU. B TO e Bpems, B 25-30% cnyyaes
XPOMOCOMHbIX HapylleHuidi (6onesHb [ayHa) ypoBeHb A®I]
c 15-ii no 18-10 Hefenn 6epeMeHHOCTY OKa3blBaeTCA CHVKEHHbIM
(Merkatz I.R. et al., 1984). B HacTosiLLee BpeMs HeT JOCTaTOUYHO
y6eAnTeNbHbIX 0OBACHEHWIA Ha6AAAEMbIM  OTK/IOHEHUSM
ypoBHA A®I1 B KpoBM MaTepu npu cuHapome fayHa y nnoga.
MepBOHavanbHas runoTe3a O CHWKEHHON npogykuun AP
KMeTKamy neyeHn nnoja ¢ Tpucommein 21 okasanacb HecocTos-
TenbHON. Mpsmoit aHanm3 AP B neveHun nnogos ¢ CL nokasan,
4TO ero CofiepXaHue He OT/IMYAETCA OT HOPMbI. DTU jlaHHbIE FOBO-
PAT B MONb3y rMNoTesbl 0 HapylweHuax TpaHcnopta APl yepes
nnaueHTy y nnogos ¢ tpucomuein 21 (Newby D. et al., 1997).
Y nnogos ¢ CI koHueHTpauma AP cHuxeHa n B AXK. TpaHc-
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nopT A®I1 yepe3 nnaueHTapHy0O MembpaHy fBfifeTca AByHan-
paBfeHHbIM 1 aCUMMETPUYHBIM. pn aTom nepexog ADI B mate-
PUHCKWIA KPOBOTOK MpeobnajaeT Haf ero o6paTHbIM TpaHCnop-
TOM (NONOXUTENbHbIA KnnpeHc ADIT) (Brownbill P. et al., 1995).
Hwu3skwii yposeHb ADTT B AXK npu C, MOXET 6bITb TaKXKe pe3y/b-
TaTOM CHVDKEHHOI (PYHKLMW MOoYeK nnoja, B TO BPeMs Kak ero
nNpoayKums KneTkamy nevyeHn He meHseTcs (Beekhuis J.R., et al.,
1993). MpucyTcTBUE peLenTopoB K AP B TKaHAX BOPCUHOK Nna-
LeHTbI noAgTBepxaaeT runotesy TpaHcnopta AP yepes niaueHTy
C MOMOLLbIO PeLenTopHOro mexaHusma. OTCYTCTBME 3KCMpeccum
MPHK A®TI1 B nnaueHTe foKa3biBaeT, yto APl He cuHTE3npyeT-
CA B NfaLeHTe, a MoCcTynaeT TyAa C KPOBOTOKOM U3 MeyeHu nnoga
(Newby D. et al. 2005). Pa3znunuus B cogep>xaHun A®I1 B nynoBuH-
HON KPOBW Y AN3NTOTHbIX 6/IM3HELI0B 3HAUNTENBHO 60sbLUe, Yem
Y MOHO3UFOTHbIX. TO CBMAETENbCTBYET O FEHETMYECKOM Npeso-
npejeneHHocTn yposHs npoaykuum AP (Norgaard-Pedersen B.
et al., 1976). YpoBeHb A®PI1 0Ka3biBAETCA CHMXKEHHbIM NPU HaNu-
yum BUY-uHdpekunn y 6epemeHHolt (Einstein, 2004). CHuxeHune
A®I npu CL oTmevaeTcd yxe B | TpumecTpe GepemMeHHOCTH,
0[lHaKO AMcnepcus ero pacnpeeneHuns B 3T cpoku Ha 20% 6onb-
e, YeM BO BTOPOM, TakmMMm 06pa3om, KpuBble pacnpefeneHus
ypoBHa A®T1 B Hopme v npu CJl nepekpbiBalOTCA CUbHee. Beugy
Mas10il YyBCTBUTENbHOCTM TecTa u3MepeHue cogepxxaHusa ADI B
| TpUMecCTpe C Lenblo CKPpUHUHTa 60/1e3HM JayHa y nnoga He npo-
Bogutca (Cuckle H.S., van Lith J.M., 1999; Berry E. et al., 1997).
[pyrve hakTopbl, BAMsAOLWMe Ha ypoBeHb AP B KPOBU HepeMeH-
HOM, TakMe Kak CpoK 6GepemMeHHOCTW, BO3pPacT M Bec Mmarepw,
HaluMOHaNnbHas MPUHAANEXHOCTb, COMYTCTBYHOLWMe 3a60/1eBaHNs
(anabet, 60M1€3HN NOYEK) PaCCMOTPEHbI HMXe (CM. 7.3).
XOpVOHMYECKMIA TOHaZoTPONMH YenoBeka (XMY). B 1927 rogy
MosIBUIOCH NEPBOE COOGLLEHME O HANMYMKM B MOYe GepeMEHHbIX
rOpMOHa C JIOTENHU3UPYHOLLEA TOHAZOTPOMHOK aKTUBHOCTHLHO.
XI'Y (MmonekynspHas macca okosio 36700 JanbTOH) CUHTE3UpYeT-
c KneTkamu umtoTpodpobnacTta nnaueHTbl, Bmecte ¢ J11, ®C1
n TTI npuHagnexuT K CeMeicTBY FMKOMPOTENHOBLIX FOPMO-
HOB, KOTOpPble NMPOAYLMPYIOTCA nepefHeit gonein runogusa. Bee
OHW ABNAIOTCA FeTepoguMepHbIMU 6enkaMm U COCTOAT U3 ABYX
HEeO4MHAKOBbIX HEKOBA/IEHTHO CBA3AHHbLIX CyObeAnHUL, a-Cy6b-
egnHuua (14500 [a) KoanpyeTcs reHoM, KapTUPOBAHHbIM Ha Xpo-
mocome 6. OHa sBnseTcA 06LLEe ANA BCeX YeTblpeX FOPMOHOB
(Birken S., 1984). MocnefoBatenbHOCTbL NepBbiX 114 aMMHOKMUC-



130 nasa VIl

NOTHBIX OCTATKOB p-cy6beamHuLbl XY (22200 Aa) Ha 85% romo-
nornyHa p-cybvegmuuue M, Ha 46% —TTI n Ha 36% —PCE
Bbicokaa romosiorms mexagy Jir n XI'Y ob6bsACHSAET CX0ACTBO WX
OMONOTMYECKNX (PYHKLUWI — OHWU B3aMMOfEACTBYIOT C OAHWM
N TEM Xe KNeTouHbIM peuentopom (Lapthorn AJ. et al., 1994).
BwmecTte ¢ Tem, 24 aMUHOKUC/IOTHbIX OCTaTka KapboKCUNbHOrO
KOHUa p-uenu cneunguyHbl Tonbko ana Xry (Gray C.J., 1988).

XI'Y —Hanbonee rnMKo3NAMpPOBaHHbIV U3 BCEX FUKONPOTEM-
HOBbIX FOPMOHOB: YI/1€BOAbI COCTaBAAT 34% BCe MacChbl MOIEKY-
Nl XY, Knactep reHos, kogupyowmnx p-cyoveanHmuy Xr4 v r,
pacnonoxeH B o6nactu 13.3 AAMHHOrO njeya XpPoMocombl 19.
B Hem cogepXuTca ceMb TaHAEMHO PacnonOXeHHbIX KONuii reHa
P-XTI'Y, v oguH reH p-N1I" (Boorstein W.R. et al., 1982). MpucyT-
CTBME MHOXECTBa aKTMBHbIX reHoB p-XI'Y onpesensieT BbICOKWIA
ypoBeHb npogykuun XY s Havane 6epemeHHocTU. CBOGOAHbBIE
p-cy6beamHuubl XY noasnsoTca nM60 BCNeACTBME HE3aBUCU-
MOI perynaumm nx cuHTesa, MnMbo 13-3a X HeCOCTosBLUeCA ac-
coumnaumm ¢ a-cyovegmHnuamu. CyLecTBYIOT faHHbIe, MOATBep-
Xparowme 06e Takme BO3MOXHOCTW. B monb3y nepBoii cBMAETE Nb-
CTBYeT TOT (aKT, 4YTO COOTHOLUEHWE yucnia a- U p-cybbeauHuy,
XI'Y nsmeHseTcs B npouecce pasBUTUA NnaueHTbl. Tak, B nna-
ueHTe | TpumecTpa 6epemeHHoCTU ypoBeHb MPHK u 6enka a-
cybbeauHuMLbI B 4Ba pa3a Bbille, yem MPHK v 6enkoBoro npogyk-
Ta reHoB p-cy6befuHuMubl. B KOHUe 6epeMeHHOCTM B NiaueHTe
0TMeyaeTcs 3aMeTHOe CHIKeHue npoaykumm MPHK o6eux egu-
HUL, HO COOTHOLLEHWe MeXAy HMMW BO3pacTaeT B MONb3y a-
cy6beamHuLbl B 12 pa3 (Boothby M. et al., 1983).

O6e cyb6bveguHuubl XI'Y CUHTE3MPYOTCA He3aBUCUMO,
HO B KO/IMYECTBax, JOCTATOUYHbIX ANd obecneyeHns ob6pasoBaHuUs
61ON0rNYecKU akKTUBHOTO reTepogumepa. OfHaKO CyLIeCTBYIOT
MexaHW3Mbl, MpenaTcTBylouime obpasosaHuto gumepa XIY.
OZHUM 13 NyTei HapyLleHNs B3auMOoAencTBnsA cyobenHNL, ABNSA-
eTCA rMNeprinkKo3uInpoBaHmne a-cy6beMHNULbI, YTO MPENATCTBY-
eT 06pa3oBaHuto ee Komnnekca ¢ p-cybvegunuuein (Blithe D.L. et
al., 1995).

XY HaunHaeT CMHTE3UPOBATLCA KNeTkamu TpothobnacTa yxke
Ha cTagumn 6nacTouucTbl U MOXeT OblTb 06HapPYXXeH B KPOBU Ha
5—6-ii feHb Mmocne onaofoTBOpeHMs y 60% >KeHWMH, a Ha
10-11-i - y 100% (OumnTtpos 4., 1979). Mo mepe yBeaNYeHUS
CpoKa 6epeMeHHOCTUN ypoBeHb XY B KpOBW MPOrpeccusHO no-
BbILIAETCA, YABamMBasACb Kaxpble 1,7—2,2 AHA Ha MPOTHXKEHUU
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nepebix 30 fgHel. CopgepxaHme XIY pgocturaeT Makcumyma
K 8-10-ii Hegensim GepemMEHHOCTW W COCTaBnAeT MPUMEPHO
60-500 ME/mn. OHo pe3ko nagaet nocne 10-i Hegenw B pesysib-
Tate AnddepeHumauun umtoTpogobnacta U obpasosaHus nna-
LleHTbl 1 OCTaeTcsa MPUMEPHO Ha OAHOM YpPOBHe 40 POLOB C He-
6onbwnm nogbemom Ha 33—35-i1 Hegene. Mocne pogos XY wmc-
yeszaeT M3 KpoBU maTepu B TeuyeHme 10—14 gHei. YposeHb XIY
B MaTepPUHCKOWN CbIBOPOTKE HEe 3aBUCUT OT BPEMEHM CYTOK
(Canick J.A. et al., 1994).

B cBA3K € HanMumMeM pasnuyHbIX M30(hopM, Nepuog nonypac-
naga XY B kpoBu konebnetrca ot 8—11 uy (6bicTpas (asa)
[0 23—27 4 (MefneHHas (a3a). B TeueHume |l TpumecTpa ypoBeHb
nHTakTHOro X'y n ceo6oaHoii p-XI' nagaet, a cBobogHow a-XIm —
BO3pacTaer.

BaxHenwen gyHkymein XY apnsetcs CTUMyAAUUSA CMHTE3]
CTEpPOUAHbIX TOPMOHOB CHayvana B XXeNToM Tefie, a 3aTem B Nna-
ueHTe. MNpegnonaraetcs, 4to XY BNMSAET Ha akcnpeccuio gep-
MEHTOB, Y4YacTBYHLINX B CTEPOMAOreHe3e, UM aKTUBUPYeT CUH-
Te3 OTAeNbHbIX He(lepMEHTATUBHbLIX 6ENKOBLIX (pakunii (Pego-
poea M.B., KanawHukosa E.l1., 1986). Mo gaHHbIM psjga aBTo-
poB, XI'Y urpaer 3alUTHYHO po/ib, NpefoTBpaLLas OTTOPXKeHue
3apogblwa. YposeHb XI'Y npu TpycomMmnmn Xxpomocombl 21 y nnoga
(cuHpgpom JayHa) 06bIYHO NOBbLILLAETCH, & NPU TPUCOMUUN XPOMO-
coMmbl 18 (cMHApom SaBapfca) - CHUXaeTcs.

YpoBeHb XI'Y B KpOBM mMaTepu MOBbILLEH NPW 6epeMEHHOCTH
MI0LOM >XXEHCKOro nona, OfHaKo MpuyuHa 3Toro peHoMeHa He
AacHa. B otnnume ot XI'Y, cogeprkaHve acTpaanona, nporectepo-
Ha, TecTtocTepoHa, A SAC, nponakTnHa 1 ropMoHa pocTa B MaTe-
PWHCKOI CbIBOPOTKE U B MYMNOBWHHON KPOBW HE 3aBUCUT OT nona
nnoga.

poBeHb XI'Y MoBbIWEH TaKXe Yy 6epeMeHHbIX, y4acTBOBaB-
LWKX B Mporpammax BCMOMOraTeNbHbIX PernpofyKTUBHbIX TEXHO-
norwia, npyn 601e3HAX NOYEK, NPK yNnoTpebaeHnn NpenumyLLecT-
BEHHO BereTapuaHcKoi nuwm, npu Hannuum BUY-nHgekymm.
Mpn KypeHun Bo BpeMs 6epPEMEHHOCTN OH MOHUXKEH.

Habnopaemoe nosbiweHne cogepxaHua Xrd npu CA,
Mo BCeli BEPOATHOCTM, OTPAXKAET MOBbILLIEHHYO aKTUBHOCTb TPO-
thobnacta U NNaueHTbl, HarMpaBfeHHYI0 Ha BbDKWBAHUE TPUCOM-
Horo nnoga (Kratzer P.G. et al., 1991). MaTtonoruyeckne n3meHe-
HUsA B nnaueHte npy CL Moryt oTpaxartb 3aMeTHOe OTCTaBaHue
B CO3pEBAHMM BOPCMHOK C YacCTbIM BblSIBIEHUEM MPU3HAKOB UX



132 nasa VIl

Hegopa3suTna (Oberweis D. et al., 1983). N3yyeHne nnaueHTh
Npu HOpManbHO 6epeMeHHOCTM MOKasano, 4YTo umuToTpoobnact
perynupyeT npogykumio XY, nogaepxusas nyn TpaH3UTOPHbLIX
MepexofHbIX K/MeTOK, MakCMMasbHOe KO/MMYeCTBO KOTOPbIX Ha-
6nofaetca B 8-10 Hed. 6epeMeHHOCTM U 3aTeM CHMXKaeTcs
(Hay D.L., 1988).

CyLLecTBYIOT pa3/IMyHble MHEHMA NO NOBOAY 3PPEKTUBHOCTHU
MCMONb30BaHNSA UHTAKTHOro (aMmepHoro) XY unu ero ceo6oj-
HOIi (3-cybbeamHULbl B Ka4ecTBe MapKepoB XPOMOCOMHOW naTo-
norun nnoja. YpoBHW 3TUX MapKepoB TECHO B3aMMOCBA3aHbI
Mexay cob60i, Mo3TOMy Mpu MPOBELEHUN MHTErpasbHOro Tecta
[OCTATOYHO  aHanu3upoBsaTb TONbBKO OAWH  MOKasaTesb
(Knight G.J. et al., 1998). MpogykTbl pacnaga X4, soigensemole
C MOYOVi 6epeMeHHOIA, TOXe MOTYT CNYXWUTb MapkepaMmun naToso-
rum nnoga. lokasaHo, YTO YpPOBEHb OAHOrO M3 (HpParMeHToB
XI'Y - Tak HasbiBaemoro P-kop XIY, TotanbHOro actpuosna u ux
COOTHOLEHMe npu cuHapome [ayHa y nnofa pasHbl 5,42; 0,64
n 9,32 MoM C00TBeTCTBEHHO. YyBCTBUTENLHOCTbL 3TOr0 TecTa
npu Hannuum CJ, y nnofa ¢ y4eTom BO3pacTa maTepu COCTaBAET
80% npwu 5% /MNP (Kellner L.H. et al., 1997).

HekoHblornpoBaHHbIl scTpuon (H3) —nnaueHTapHbIli cTepo-
NAHbIA FTOPMOH, MOMEKyNsipHas Macca 288,4 [la. O6pasyeTca npe-
NMYLLLECTBEHHO (PONNUKYNAPHBIMU KNIeTKaMu AMYHUKOB U 0TYaC-
TW TPaHyNe3HbIMU KNeTKaMu, BbICTUIAKOWMMUK NON0CTb POonn-
Ky/no0B. OCTPOreHbl CUHTE3UPYIOTCA TaKXKe KIeTKaMu XKenToro Te-
Na v nnaueHTol. Begylasa ponb cpefy 3CTPOreHoB BO Bpemsa bepe-
MEHHOCTW MPUHALNeXUT scTpuony. OH CUHTE3NpYeTCs Mnpenmy-
LeCTBEHHO MNALEHTOW U3 CTEPOMAHBIX NPeALlecTBEHHUKOB. [e-
rmgpoanuaHgpocTepoH-cynbdat (AF9AC) obpasyeTca B heTasnb-
HbIX HAAMOYEYHNKAX 13 XONIeCTEPUHA U MPErHEHOOHA. B neyveHu
nnofa oH npespawaetca B 16-OH-A3A-cynbhat, KOTopbIiA no-
CTynaeT B NNAUEHTY M Noj LeCTBMEM NialeHTapHOW cynbaTa-
3bl TMAPOAU3YyeTCA. 3aTeM HEKOHBHOTMPOBaHHbLIN 16-a-0KCU-ge-
rMApPO3NNaHAPOCTEPOH MNpeBpaLLaeTCd B HEKOHBLIOTMPOBAHHbLIN
acTpuon. Haxogawminca B HEKOHBIOTMPOBAaHHOM (hopme nmnaLeH-
TapHbI/i 3CTPUON CEKPETUPYETCA B MAaTePUHCKNIA KpoBOTOK. [Me-
puog nonysbiBefeHns HO coctasnseT 30 MUH.

B kpoBu mMaTepu ypoBeHb H3 B HOpMe BO3pacTaeT ¢ 4 HMONb/N
B 15 Hed. fo 40 HMoANb/N K pofam (Mnun Ha 20—25% exxeHefeNbHO
c 1500 22 Hep.) (Wald N.J. et al., 1988b). ¥YpoBeHb H3 nocTosiH-
HO HapacTeT C KoHLa | TpuMecTpa, HO 3a 1—2 Hef. L0 POLOB ero
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KOHLUeHTpauusa 6bicTpo nagaeTt (Cuckle H.S., Wald N.J., 1992),
90% H3 B KpoBM GEPEMEHHO MEET (heTaslbHOE MPOUCXOXKAEHME
M HaxoauTtcsa B cBobogHoi topme (Canick D.F. et al., 1999).
B peTpocnekTUBHbLIX UCCNef0BaHUAX YCTaHOB/IEHA NpsMas CBA3b
cHmXkeHunsa H3 go 0,5 MoM c¢ pa3BUTMEM TMNEPTEH3WU, YaCTOTON
HeBblHALLIMBaHWA, 3a4ePXXKON pPasBUTUA U BHYTPUYTPOGHO ru-
6enbto nnopa (Yaron Y. et al., 1999). M0XHO 3anof03pUTb BHYT-
pUYTPOOHYIO 3aiePXKKY Pa3BUTMA Nao4a N0 HU3KOMY YPOBHIO H3
ye Bo Il Tpumectpe (Kim S.Y. et al., 2000). JednumnT 3CTPOreHoB
npu aHaHuedanuy nnoga, No-BMANMOMY, CBA3aH C OTCYTCTBUEM
CTUMYNAUUN HAAMOYEYHWKOB ropmMoHamu runogusa naojga
(Anderson et al., 1981; Pepe G.J. et al., 1995). Pe3Ko CHMXeHHOe
cofepxaHue H3 (0,01 MoM) BcneacTsume gedmumnTa nnaleHTap-
HOli cynbaTasbl 06HAPY>XeHO nNpyu X-CLenIeHHOM MWXTUO3e
(Keren D.F. etal., 1995). Mpwv HapyLueHUW CUHTE3a NOJIOBbLIX rop-
MOHOB (Hanpumep, cuHgpom CwmwuTta-flemnu-OnuTua) BbIABAA-
loTCA KpaiiHe Hu3kme 3HaveHus H3 (Bick D.P. et al., 1999).
Mpu cuHgpome fayHay nnofa cpefHee 3HaveHne H3 coctasnset
okono 0,79 MoM wu koppenupyet ¢ yposHem A®T1 (Canick D.F. et
al., 1988). AKTMBHOCTM NalleHTapHOI CTeponAHoN cynbaTasbl
npu CA 1 B HOpMe He OT/IMYalOTCHA, B TO BPEMSA KaK YpOBEHb
AOFSAC npu CLI HMWXKe B NnaLeHTe, B CbIBOPOTKE KPOBM MaTepu
n B neveHn nnoga (0,54; 0,69 n 0,65 MoM) (Newby D. et al.,
2000). Mpeanonaraercs, YTo CHMKeHMe HO B MaTepMHCKOWA Kpo-
BU CBf3aHO C HEAOCTAaTOYHONM Mpogykuuei nnogHoro O13AC.
Heob6xoanmMo 0TMeTUTL, 4TO Npu CJ, TaK Xe, Kak U B HOpPMe, CY-
LLeCTBYeT ONnpefeneHHas Koppenaumsa yposHa H3 v maccol nio-

Tpoho6AACTUUECKMit p~TINKOMPOTEH (TBIN) B 3apy6exHOii nn-
Tepatype npuHATO 0603HavaTb SP1 (oT HeM. —Schwangerschaft
spezifisches protein 1, cuHoHUMbI —PAPP-C 1 PsbetaG —preg-
nancy specific beta-1-glycoprotein). MonekynspHaa wmacca
90000-110 000 Aa. O6HapyxunBaeTCca B KPOBU GepeMeHHbIX, Ha-
4yuHaa ¢ 7-10-ro AHA nocne oByNALMK, NPOLYLMPYETCA CUHLU-
TMoTpothobnactoM. KoHueHTpaumsa TBIC pacTeT ¢ yBennyeHnem
cpoka 6epemeHHocTH oT 13,0 Mkr/mMn B 5—8 Hep. fo 300 mMkr/mn
K 25--28-W1 Hegene 6epemeHHOCTU. ETo ypoBeHb JOCTUraeT «nna-
TO» NPUMEPHO K 36-i Heaene 1 nepes pogaMun HECKONbKO CHMXKa-
eTcA. CNy>MT XOpOLLIMM MapKepoM CMOHTaHHbIX a60PTOB Ha paH-
HUX cpokax 6epemeHHOCTU. OTCYTCTBUE NONOXUTENbHON AUHA-
MUKW WIN CHWXKeHWe KOoHueHTpauuu TBI cBupaeTenscTBylOT
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0 0O0/MbLLUOI BEPOATHOCTM 33AEPXKN pPasBUTMS Noja UM camo-
NPOM3BO/ILHOIO BblKUAbIWA. Mpu cuHgpome dayHa y niofa cCHU-
Xaetca yposeHb TBIM B | TpumecTpe 1 NOBbLILWLAETCA OTHOCUTEb-
HO HOpMbl —BO |1, XOTA 1 He 0YeHb 3Ha4MTeNbHO (40 1,28 MoM)
(Bartels I. et al., 1988). CpegHuii yposeHb TEI™ ¢ 10-i no 14-t0 He-
fento B 96 obpasuax KpoBu 6epeMeHHbIX ¢ CJl y nioga coctaBun
0,86 MoM. Pa3HuUa CTaTUCTMYECKM 3HAUYMMasA, HO HeLoCTaTOou-
Haa ansg ucnonb3osaHusa TbIM B | TpumecTpe (Wald N.J. et al.,
1999b). B HekoTopbix cTpaHax (Yexus) TBIT npumeHseTca Kak
OfMH 13 MapKepoB COCTOAHMA Nnoja Bo |1 TpumecTpe.

VIHrMomH A. NHrmbuH (Mnn akTaBuH) BblgeneH n3 ponmkynsp-
HOM Xungkoctn B 1985/86 . IHTM6UH - FANMKONPOTEUH C MOJEKY-
NAPHOW Maccoii okono 32 kfla - gumep, COCTOUT U3 ABYX Cybbeau-
HULU: aup. p-cybbeAnHuMLA CyLLeCcTBYET B iBYX BapnaHTax - Au B,
COOTBETCTBEHHO U MHIMOUH Ha3biBaeTcAd A uin B. AKTUBMHOM Ha-
3bIBalOT FOMOAMMEPHbIV KOMNAEKC U3 ABYX P-Cy6beAnHUL, C MOse-
KynspHOI Maccoin 24 kla (Takum 06pa3om, CyLLECTBYET aKTUBUH A,
B unu AB) (Robertson D.M. et al., 1985; Ying S.Y. et al., 1988).
CTPYKTYpHO NOX0XKue Gefiku, OfHAKO, WrpatoT pasfiMyHyto posb
B perynauum soicBo6oxgeHns @ CIr —HrMbMH ceNeKTMBHO NOAaB-
nset cekpeuuto ®CI runogu3om, B TO BPeMS KaK aKTUBUH CTUMY-
nvpyeT npofyKumio ®CI. Y KeHLWMH 3TN Be/KN Y4acTBYHOT B pery-
NAUMKN CUHTE3a FOPMOHOB, PEry/nupyloLmMX CO3peBaHrie 0OLUTOB
n passutne amoépuoHa (Hillier S.G. et al., 1991). IHrM6UH npogy-
LIMPYeTCa He TOMIbKO roHafiamm, HO TaKkKe runopu3om, Hagnoveu-
HuKamu 1 nnayeHTon (Carroll R.S. et al., 1991).

a-cy6befunHMULa UHTMONHA CUHTE3NPYeTCA Kak npe-npo-afb-
(ha. Hanuume MHOroYMCNeHHbIX NPeAwecTBEHHUKOB OC/IOXHAET
LeTeKuuo MHrMbrHa UMMYHO(EPMEHTHbIM METOLOM.

VHrnbmH nossnsetca B KPOBM GEPEMEHHOI Ha AEeBATLIN AeHb
rnocne BbIX0fa 00LMTa, €ro NnosiBfieHne cosnagaeT C NoBbILWEHVEM
ypoBHa XI'Y. lNMpeanonaraetcs, YTO Ha CaMbIX PaHHUX CTagusax
6epeMEHHOCTU UHTMOWUH CUHTE3MPYETCH K/IeTKaMU XeNToro Tena.
3aTeM OH HauyMHaeT CEKPeTUPOBATLCA K/IETKaMy APYTrnX OpraHos.
MoBbilWeHNe CeKpeLun MHrMbuHa 3KCTparoHagHbIMU TKaHAMM
MOXET 6bITb FNaBHOM NpUYNHOW cynpeccun BoipaboTkn ®CI ru-
nousom B nepnof 6GepemeHHOCTM. KOHUEHTpauyus WHrnbumHa
B 5 Hef. 6epemMeHHOCTM Bbilwe, YeM Y HebepeMeHHbIX XeHLUH
C HOPManbHbIM MEHCTPYanbHbIM UMKAIOM. OHa NOoBbIWAEeTCA [0
Makcumyma K 8—10-ii Hegene, 3aTeM nagaeT ¢ 14-i o 20-i Hefe-
AW, MOCne Yero CHOBa Mef/1eHHO MOBbILIAeTCA BNAOThL 40 40-7 He-
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fenn. nHaMunka cofepxaHus MHrnMbuHa no3BosifeT npeanona-
ratb, YTO MePBbI/i MWK OTPaXKaeT (YHKLMIO XXENToro Tena, a ero
JanbHelillee HapacTaHWe - (YHKLUMIO BbICTPO pacTyLleli nnaueH-
Tbl. Mocne pofoB MHIMOWUH MCYe3aeT U3 CbIBOPOTKN MaTepu B Te-
YyeHue nepsbIX cyToK (Qu J., Thomas K., 1993, 1995).

Mepuon nony>XusHu wnHrubuHa cocrtasnser 0,63-0,76 u.
MHoruve (hakTbl CBUAETENILCTBYIOT O TOM, YTO M/aLeHTa, CKopee
BCero, ABNAETCA rNaBHbIM UCTOYHUKOM MHIMOWUHA Npy GepeMeH-
HOCTW.

WNHrnbmnH MoxeT npofyumnpoBaThCs Kak LMToTpoho6/1acToM,
Tak u cuHuMTMoTpodobnactom invivo (QuJ., Thomas K., 1995).
B nnaueHTe BbiABNeHa akcnpeccua MPHK kak a-cy6bevHNLbI,
Tak 1 06enx p-cybvegnHuy. Mcxofs M3 ypoBHA 3KCMPeccuu,
MOXHO 3aKMUUTb, 4YTO NnaueHTa Npoayuupyet WUHrUGuH
B n aktmeMH B n AB Ha no3gHUX cTaguax 6epemeHHOCTU
(Petraglia F. et al., 1991). Pag HabntoAeHWIA AOKA3bIBAET, YTO WH-
FMO6UH N aKTUBUH MOTYT UrpaTh BaXHYH POJb B PErynsaLun cek-
peunn Xr'4y nnaueHtoli B TeyeHue 6GepemeHHocTu (Qu J.,
Thomas K., 1993).

YpoBeHb a-heTonpoTenHa, CBO6OAHOMN p-cy6begnHMLbl XY,
NHTaKTHOro XI'Y n gumepHoro nHrméuHa A 6b1nn uccnefoBaHsbl
B 00pasLax CbiIBOPOTKN KPOBW, NONYYEHHON Ha 7—18-ii Hepensax
0T 58 6epeMeHHbIX M1040M C cMHApPOMOM fayHa, 32 —C cuHApo-
MOM 3fBapfca v 438 - ¢ HopmanbHbIM nnogom. Mpu CA y nnoga
KOHLeHTpauma UHrA okasanacb B 2,06 pasa Bbille, YeM MefnaHa
(cpeaHAs BeIMUYUHA) MPU HOPMa/TbHOWN 6GepeMeHHOCTU. 3Ta BENN-
YMHa coBnajana C ABYKpaTHbIM yBenyeHneM ceBob6oaHom p-XIY,
Cc yBenuyeHuem B 1,82 pasa WMHTaKTHoro (AumepHoro) Xr4
1 yMeHbLleHueM o 0,72 a-theTonpoTenHa. B cnyyae C3 y nnoga
3TN pa3nnymns B6bINN He CTOMb 3HAYUTENbHbI. UYyBCTBUTENBHOCTD
no BbisBeHnto CA y nnoga coctasuna 53% ans A®I1 n ceobog-
Hol p-XI4. Mpu pobaBneHMM WHIFA 4YyBCTBUTENbHOCTb TecTa
yBenuumBaeTca Ao 75%. OfHUM K3 NPEUMYLLECTB BK/HOYeHUS
MHTA SBASIeTCA ero 0CTaTO4HO CTabubHbIA ypoBeHb BO |1 Tpu-
MecTpe. MoaTomy owunbKa B onpefeneHny recTalMOHHOro cpoka
NMpPakTUYeCKN He BNUAET HA TOYHOCTL pacyeTa pucka (Aitken D.A.
et al., 1996).

Benok S100. MpoTenH SI00 - HU3KOMONEKYNSAPHbIA Kasb-
LWIi-CBA3LIBAKOLWMA 6eM0K, KOHLEHTpauus KOTOPOro B KpOBM
nnogac cuHapomMmom layHa pe3sko Bo3pacTaeT. YUnTbiBas, YTo reH,
KOAMPYHOLWMNA 3TOT 60K, pacnofioXKeH Ha AIMHHOM nneye 21-i
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XpomMocombl, B 1990-e rofbl 0Xuganu, 4To B KPOBM MaTepu ero
YpOBeHb OyAeT Takke yBenuyeH. OfHAKO [OCTOBEPHONW pasHULbl
ypoBHA S100 B KpoBM GepeMeHHbIX NPy HOPManbHOM KapuoTune
y nnoga n npu Tpucomun 21 He obHapyxeHo. BbickasaHo npef-
MOJIOXKEHMWE, YTO 3TOT 6€/10K He NPOXOAUT NiaLeHTapHbI 6apbep,
Mo3TOMY He MOXET UCno/b30BaThHCA B KayecTse mapkepa CA npu
OUOXMUMNYECKOM CKPUHUHTE.

Bce paccMOTpeHHbIe BUOXMMMYECKME MapKepbl SIBIATCS 3MO6-
PUOHCMEUMUYHBIMY, T.€. NPOAYLMPYIOTCA KNeTKamy CaMoro no-
Ja WM nnaueHTbl U NOCTYNaloT B KPOBOTOK MaTepu. BHe bepe-
MEHHOCTM OHW He BCTPevaoTCsA WM 06Hapy>KMBAOTCHA B MUHU-
MaJIbHbIX KOMYecTBaX. KOHLEHTpauus aTuUX MapKepos B CbIBO-
POTKe KPOBM MKEHLLWHbI MEHAETCA B 3aBUCUMOCTM OT CpoKa bepe-
MEHHOCTWY 1 0T COCTOSHMA NMoga, YT0, COBCTBEHHO, M NO3BONISET
1cnonb3oBaTh MX At BC XPOMOCOMHbIX 60/1€3HEN N HEKOTOPbIX MO-
POKOB pa3BUTUA MIoga.

7.3. AJITOPUTMbI BC 1 ®AKTOPbI,

B/TMAIOWWE HA EFO PE3YJIbTATHI

B 1987 r. noABMAUCH NepBble PEKOMEHAALMN MO NPaKTUYecKo-
My nposegeHunto BEC. Mpu 3TOM 0TMeYanuch cnefytoLime nonoxe-
HUA:

1 lMoTeHUManbHble BOSMOXHOCTU CKPUHWUHTOBBLIX TECTOB W3-
y4YeHbl HefocCTaTo4yHO. Heobxogumo o6ydyeHue nepcoHana Ans
nposeAeHns paboTbl C NaLuneHTaMu.

2. VIHthopmaums 0 CKpUHUHTe fo/mKHa obcyXaaTbea ¢ bepe-
MEHHbIMW KaK MOXHO paHblue, 4TOObl K MOMEHTY MPOBefEeHUS
TECTUPOBAHMNSA XEHLMHA MOrna BMOAHE OCO3HaHHO MPUHATL pe-
WeHne, N NONOXMTeNbHbIA pesynbTaT BC (NOBbILWEHHbIA pUCK
naTtonornv y nnoja) He nyran ee,

3. TecTMpoBaHWe LO/IHKHO OCYLLECTBAATLCA B KOMMNETEHTHOW
nabopaTopun, y4acTBYIOLLEN B CUCTEME BHELLUHErO0 KOHTPONA Ka-
4ecTBa M MOCTOSHHO UMetoLLel 60/1bLIOMA NOTOK MaLMeHTOK.

4. BC fo/mKeH 3aBepLuaTbCA pacyeToM pucKa poxaeHus pe-
6eHka c CA.

Mpexae Y4em HaynmHaTb MacCcoBble UCC/ef0BaHUA CbIBOPOTKU
KpoBM, He06X0AMMO NPOAYMaTh BCE OpraHm3aLoHHbIe BONPOCHI,
BO3HMKAOLLME NPU NONYHYEHNM XKEHLLMHOW NONOXUTENbHbIX pe-
3ynbtatoB. Camoe rnaBHOe —BO3MOXHOCTb BbICTPOro nposefe-
HWUA MHBa3uBHOM MM, B rpynne BbICOKOT0 pucKa owyuieHmne 6ec-
MOKOMCTBa MOXeT MeLlaTb YeTKOW OpraHu3auumn fanbHenwero
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obcnefoBaHus 6epeMeHHo. Cxema 06CnefoBaHNSA LO/MKHA Bbl-
rnageTb Takum 06pas3om, 4ToObl BpeMS OT KOHCY/bTaLUUN reHeTu-
Ka 40 UHBa3MBHOW M/[ 66110 MUHUMaNLHBIM (purc. 7.1).

[o Havana BC nabopaTopun Heo6xo4UMO NOMy4nTb ANA UC-
Mosib3yemblX TeCT-CUCTEM HOPMalbHble pacrnpefeneHns cogepxa-
HWUA MapKepHbIX 6eMKOB N0 Kaxaol Hegene 6epemeHHocTu. Joc-
TaTOYHO YCTONUMBbIE LUPPbI MejuaH, Ha KOTOPbIE YXKE MOXHO
OpMEHTUPOBATLCS B pacyeTax, TPEOGYHOT UccnefoBaHns, No Kpai-
Heil mepe, 30-50 06pa3L0B KPOBM Ha KaX4yl Hegento 6epeMeH-
HocTW. B Tabnuue 7.1 npusefeHbl MeAnaHbl cogepxaHnsa APT
n XI'Y ¢ 15-ii no 20-10 Hegento 6epeMeHHOCTU, MOYUEHHbIE Ha
Habopax TecT-cucTeM upmbl «Ankop buo» (CaHKT-T1cTepoypr)
BI'Y HUNAT um. 4.0.01Ta PAMH.

O6wenpuHATEIM 0603HAa4YEHMEM OTKNOHEHMA ypoBHA MCBH
ABMIAETCA OTHOLLUEHWE BEeNUYMHBLI cogepxaHus MCB B Kposu
KOHKPETHOW XEHLLMHbI K CPeAHEN BeMUMHe COAepXaHWs onpe-
fensemoro 6enKa y XXeHLNH 3TOro Cpoka npu HopmasnbHoli 6epe-
MeHHOCTU (MefmaHe). KpaTHOCTb MefjmaHe BbIpaXkaeTcs B eAUHU-
uax MoM (multiples of median). Hanpumep, YypoBeHb
A®I1=2,5 MoM o03HayaeT, 4YTo cofepxaHne Besnka B CbIBOPOTKE

Puc. 7.1. Cxema 06cnefoBaHNst 6epeMeHHbIX C MOMOXKUTENbHLIMU Pe3yNbTaTamu
GMOXMMUNYECKOTO CKPUHMHTA BO |1 TpuMecTpe.
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Tabnuuya 7.1
MepgwnaHbl cogepxaHua AP n Xy
B CbIBOPOTKE KPOBM Ha pa3HbiX CpPOKax 6epemMeHHOCTH
(«Ankop bno», CaHkT-MeTepbypr)

Cpok 6epeMeHHOCTH, Hef,. ADI, Hr/MN Xryd, ea/mn
14 33 55
15 37 48
16 42 41
17 48 35
18 53 31
19 55 29
20 57 29

KpPOBM y JaHHON GepemeHHOW B 2,5 pasa Bbllle, YemM MeaMaHa
(Hopma) pns aTOro cpoka 6epeMeHHOCTHU.

Takum o6pas3om, rnocsie NoayyeHns HopMasbHbIX pacrpesene-
HWUli cofep>xaHue MapKepoB BbIpaXalT B eanHuuax MoM (T.e.
B KpaTHOCTW MeAuaHe). B nuTepaType fonro obecyxpanoch, Ha-
CKONbKO KOPPEKTHO K HOpMasbHOMY pacnpefeneHnto YypoBHA
MapKepa MPUMEHATb CTaTUCTUYECKMEe MeTofbl, OTHOCALLMecs
K rayccoBy pacrpefeneHuto. Haww gaHHble NokasblBaloT, YTO CO-
nepxaHue A®I n XYy B 52 000 06pa3L,oB KpoBM GepeMeHHbIX
CaHkT-MeTepbypra 3a 2002—2003 T. COOTBETCTBYET 3TOMY 3aKO-
Hy pacnpegeneHvs. HopmanbHbIMW 3HAYeHUSAMU B LUarHOCTU-
Yyeckue CpoKM cuuTaroTcs yposHu 6enkos ot 0,5 go 2 MoM. He
cnefyeT 3abbiBaTb, YTO NMPW pacyeTe pucka B nporpamme rméko
YYUTLIBAETCA CABUT MapKepoB OT HOPMbI, a He UCMOMb3YHTCA rpa-
HULbI AONYCTUMbIX 3Ha4YeHnin 0,5 n 2 MoM.

Cxema 06cnefioBaHua 419 BbISIBIEHUS GEPEMEHHbIX IPYNN Bbl-
COKOro pucka poxgeHus geteit ¢ A3HT nam xpoMoCcoMHbIMK 60-
NIe3HAMU NpuUBELEHA HA PUCYHKe 7.2.

BMOXUMWUYECKNIA CKPUHWHT AN5 BbIABEHUA rpynn pucka A3HT
1 cuHapoma ayHa y nnoga Hambonee apheKT1BEH Npu cpokax be-
pemeHHoCTM 15—18 Hea. CKPUHUHT NPOBOANTCA NMyTem TECTUPOBa-
HWS cpasy Tpex MapkepHbix 6enkoB A®I, XI' n H3 («TpoiiHoii
TECT») UMM TONIbKO ABYX U3 HUX —A®TT n XI'Y. YyBCTBUTENBHOCTb
H6MOXMMUNYECKOTO CKPUHMHIA NPY MCCNe0BaHMM Tpex GenkoBs Mo
CPaBHeHWIO C onpejeneHneM ABYX MapKepHbIX 6e/IKOB NOBbILLAETCS
Ha 4—5%. B HacToslllee Bpems CyLlecTBYeT kBagpo-tecT (A®PI,
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XT'Y, H3 u uHrA), npy KOTOPOM OAHOBPEMEHHO (POPMUPYETCH
rpynna pucka XpoOMOCOMHbIX 6onesHeli y nnofga n 6epeMeHHbIX
C pMCKOM npeaknamncun. [lo6asneHve WHIA K TPOMHOMY TecTy
MPUBOAUT K MOBLIWEHNIO YYyBCTBUTENILHOCTU U CHUXeHUO J1MP
(no pasHbIM faHHbIM - € 5-6 10 3-4%). Beyay NpoTMBOPEUNBOCTY
JaHHbIX He06X0AMMO NPOBeAeHNEe COBCTBEHHBIX NCCNEA0BaHNIA AN
MPUHATUA pelleHnNs 0 NPaKTUYeCKOM 3HA4YMMOCTM Takoro TecTa.
OfiHaKo TeCT-CUCTeMbI 419 ONnpefeneHns nHrnbmnHa A B Poccun He
NPOM3BOAATCA, a 3apy6exKHble JOCTaTOYHO AOPOru.

[Ons 6MoXMmnYeckoro CKpUHMHra epemeHHoix 8o Il Tpumec-
Tpe B CaHKT-lMeTepbypre ncnob3ytoT TaK Ha3blBaeMblli «4BOWA-
HOM» TecT —ADI n XI'Y.

Ecnu 3a ocHOBY 0T60pa 6epemMeHHbIX B rpynmny BbICOKOTO pycka
NPUHATL 3HaveHna AP Huwxke 0,5 MoM n XT'Y Boiwwe 2,0 MoM, kak
MHOr fa fieiatoT Npu OTCYTCTBUM COOTBETCTBYIOLLIMX MPOrpamMm, TO KO-
NINYECTBO NIOXKHOMOMOXKUTENBbHLIX pe3ynbTaToB (JIMP) 6yaet okono
30% oT uncna obcnefoBaHHbIX. [py 3TOM B rpynny pucka He nonaayT

Puc. 7.2. Cxema o6cnefoBaHunsa 6epemeHHbIX B | 1 1l TpumecTpax.
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Te cnydan Cf, korga APl Haxogutes B guanasoHe 0,5—0,7 MoM.
Mexgy TeM, Kak NnokasblBaeT Hall OMbIT, CpegHuii ypoBeHs ADTT mpu
C/A paseH 0,78 MoM (N=168) (KaLeesa T.K. n gp., 2004). YBenuue-
Hue rpaHuybl A®I go 0,8 MoM npvBedeT K Aa/ibHeiwemMy pocTty
yucna JINP. Ana oueHKU pucka Tpucomun 18 n Tpunnongumn (ypo-
BeHb ADIT 1 XI'Y Huxke 0,5 MoM unn Tonbko XY Huke 0,5 MoM)
MOXHO MCMO/b30BaTb MOPOroBble 3HAYEHWUS 3TUX MapKEpoB, MO-
CKO/bKY YMACIEHHOCTb 3TOM (hyNMbl pUCKa He MpeBbIllaeT 1% OT BCex
06cnefoBaHHbIX. BMecTe ¢ TeM, BO 136€XaHWe INLLIHUX UHBA3WUBHbIX
npoueayp, HeobXoAMMO CTPEMUTLCA K CHYDKeHWo yncna JITP. Mo-
3TOMY B HacToALLee Bpems Hanbonee aeKTUBHbLIM ABSETCA pacyeT
BEPOATHOCTMW poXAeHWs pebeHka ¢ CJl, ¢ y4eToM BO3pacTHOro pucka
YXEHLWNHbI, MOAUDULMPOBAHHOTO C NMOMOLLI0 OTHOLLEHWSA NPaBAo-
nogo6us (likelihood ratio) unu oTHowweHus waHcoB. OHO onpegens-
€TCA KaK OTHOLLUEHMWe BEPOATHOCTM, YTO GepeMeHHas BXOAUT B rpynmny
HOPMaslbHbIX 3HAUYEHWI K BEPOATHOCTY, YTO €€ pe3y/ibTaTbl OTHOCSATCS
K pacnpefeneHuio mMapkepoB Ana 6epemeHHbix ¢ CL, y nnoja
(Cuckle H.S. etal., 1987) (puc. 7.3).

Puck poxgeHus pebeHka ¢ C/Ll BbluMciseTcs Kak npou3seje-
HVe BO3PaCcTHOr0 PUCKa XEHLLMHbI HA OTHOLIEHWe NpaBonojo-
6us. Ony6nukoBaHa NpubAMXKEHHaa opmyna, KoTopas Onuchl-
BaeT IMMUPUYECKYHO KPUBYIO 3aBUCMMOCTUN BEPOATHOCTU POXAe-
HUa pebeHka ¢ C/[ ot Bo3pacTa matepu. OHa NosnyyveHa Ha OCHO-
Be 60NbLIOro crTaTucTuyeckoro matepuana (6onee 500 cnyyaes
C/A) (Cuckle H.S. et al., 1987).

BospaCTHon PUCK= -2 ommom o2t

OCHOBHbIM (PAKTOPOM, W3MEHSALWNM WHANBUAYaNbHbI
PUCK, IBNAETCA HETOUHOe onpefeneHune cpoka GepeMeHHOCTW.
OvHamuka cogepxaHua A®I n XI'Y B 3aBUCUMMOCTN OT CpoOKa
6epemeHHocTM B nepuog ¢ 15 go 20 Hed. npuBedeHa B
Tabnuue 7.1. JIerko 3ameTuTb, YTO YPOBHU MapKepoB BecbMa 3Ha-
YWUTENbHO OTK/IOHAKTCA NPU U3MEHEHUN cpoka GepemMeHHOCTH
(Aitken D.A. et al., 1994), uTO OTpaXkaeTca Ha pacuyeTe pucka.
Ecnn cpok 6epemMeHHOCTM ycTaHaBnmnBaeTcs no Y 3W, Heobxogu-
MO MCMONb30BaTh 415 OLEHKN CPOKa rectauum KonymKo-TeMeH-
Holi paamep (KTP), koTopblidi npyu Tpucomun 21 y nnoga He oTu-
yaeTcs oT HopmanbHoro (Wald N.J. et al., 1992b). Ecnu K MOMeH-
Ty 3a6opa KpoBU Ana 6MOXMMUYECKOr0 CKpUHUHIa ¥Y3W He npo-
BOAMNOCb, HEOO6XOAUMO OPUEHTUPOBATLCA HA MEHCTPYasbHbIii
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HopMa

Xry (ch)

=AM (MoM)

QIZ NS - —21'-5-----H3 (MoM)

-1 XI'Yy (MoM

10 (MoM)
Puc. 7.3. PacnpegeneHue yposHeidi AP, XIY n HI3 B cbiBOPOTKE KPOBYU
6epeMeHHbIX HOPMa/bHbIM MA0LOM W M0A0M C cMHApoMoM [fayHa (CA).

Cpok. PacxoxgeHue mexay Y3 M MeHCTpyasibHbIM CPOKOM —
06blUHOe ABNeHKe. Pa3Hble NOLXOAbI MO3BONAIOT NPEOLONETh 3TH
pasnuuus. Bo-nepsbiX, CPOK BEPEMEHHOCTU, YCTaHOBEHHbIM NO
Y3W, TouHee, YeM MEHCTpYasbHbIiA. M03TOMY CpPOK, ONpeaeneH-
Hbll N0 Y3W, npegnoytuTeneH, eciM pacxoXAeHne cocTaBnseT
ceMb 1 6Gonee AHeid. CnegyeT yuuTbiBaTb, YTO PacXOXAeHWS
B OMpefesieHnn CpoKoB 6ePEMEHHOCTM BO3MOXHbBI U NMPU UCMOSIb-
30BaHMK Y3W. B Y3 annapaTe 06bI4YHO YrKe 3a/10KeHbl TabunLbl
onpefeneHns cpokos 6epeMeHHOCTW. [py 3TOM pasHble aBTopbl
YKa3blBalOT pa3Hble AnanasoHbl pa3Mepos naofa s o4Horo cpo-
Ka. Pasnnumna ocob6eHHO 3HAUNTENbHbI HA Kpasx Anana3oHoB, rae
ofHoMy 1 Tomy e BIMP nnn KTP cooTBeTCTBYeT pasHblli CPOK
6epemeHHOCTM (CO caBurom Ha 3—5 gHeid) (cm. Tabn. 7.2). EcTb
6romeTpuyeckne Tabnuubl, NOCTPOEHHbIE ANiF Tpynn G6epemeH-
HbIX PasHOro Cpoka, Ha OCHOBaHMM KOTOPLIX CYAAT O pasmepax
nnoga. B tabnuuax o60Mx TUNOB BO3MOXHO 60/bLLIOE PACXOX/e-
Hue. HakoHel, B 6IOMETPUYECKUX U3MEPEHUAX CYLLIECTBYET CUC-
TemaTuMyeckoe CMELLeHMe, 3aBKCALLEee OT oreparopa u obopyfo-
BaHWA. o3 TOMy 415 NOBbILLEHWS 3(hheK TUBHOC T M BUOXUMUNYECKO-
o CKPUHMHIa HeO6X0AMMbI COTNacoBaHHble AeCTBUA BCeX KabuHe-
ToB Y3VIHa Toin TeppuTOopun, rae ocywecTenseTcs EC.
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Tabnuua 7.2
CooTBeTCTBME pa3mMepoB nNaofa cpokam 6epeMeHHOCTU B nporpaMmme
Nand Caiikn

KTP, Mm Cpok 6epeMeHHOCTH, Hef. + AHU
8,15-14 7+0—7+6

14,1-21 8+0—8+6

22-30 9+0—9+6

31-40 10+0-10+6

41-52 11+0-11+6

53-65 12+0-12+6

66-79 13+0-13+6

80-83 14+0

Kak 3aBbllleHMe, TaK U 3aHWKEeHWe cpoka 6GepeMeHHOCTU
NPUBOAUT K YMeHbLLEHUIO He ToNbKO Yncaa JIMNP, Ho v BbiaBAse-
M0oe™ TaK KaK Mpy UCTUHHOMOJIOXUTENbHbLIX pesy/bTaTax bepe-
MEeHHas MepexoauT B rpynny C oTpuuaTe/ibHbIMU pesynbTataMu
CKPWUHWHTA U NOMTyYaeT NIOXHYI0 YBEPEHHOCTbL B HOPMasibHOM CO-
CTOSHWU Nnofa. dTa CUTyaLnsa NPOUNNOCTPUPOBAHA B HECKO/Ib-
KMX cepusax o6wnpHbIX uccnegoeanuii (Haddow J.E. et al., 1992'
Wald N.J. et al., 1992b).

Kak yXe oTmeyanoch, npu 6epemMeHHOCTN NI0A0M XEHCKOTO0
nona Habnwopgaetcs cHukeHne A®M wnm nosbliweHne XI4.
B nto6om cnyyae, 3T0 NpUBOAUT K 60nbLIeMy KonudecTsy JIMP
NP >XEHCKOM MoJie noja.

Mpu pacyeTe NHAUBMAYANBHOTO PUCKA KPOME BO3pacTa Heoob-
XOAMMO YUUTBIBATbL BAUAHWE U APYTUX (HaKTOPOB, U3MEHAIOLNX
YPOBHM MapKepHbIX 6e/KOB. B nepByto oyepelb, yUNTbIBAETCH KO-
NNYEeCTBO M/I0A0B, BeC GepeMeHHON, KypeHWe, paca U Hanuuune
Yy MaTepu WHCY/NMHO3aBMCUMOro caxapHoro fuateta (MN3CA)
(Qy6uHuHa W.I"., 1990).

« MMonpaBku Ha BeCc 6epeMeHHON NPUBOAAT K 04eHb HEBO/bLLOMY
yyylleHWIo pesynbTaToB CKPUHUHTA (JeTeKuMs yBenmyuBaeT-
cs He 6oniee, YyeM Ha 1%), NOTOMY YTO U3MEHEHWE BE/IMYMH BCEX
mapkepos B MOM B COOTBETCTBMM C BECOM MPUBOAUT K PasHo-
HanpaB/iEHHOMY BO3/eMCTBMIO Ha KOHEYHbIV puck. Hanpumep,
nosblweHve XIMY noBbILWAET PUCK, B TO BPeMSA KaK MoBblLLEHKE
A®IT n HO ypaBHOBeLIMBAET 3TOT PUCK W JaXKe CHUXKAEeT ero.
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Ha ocHoBaHMM aHann3a pe3ynbTaToB 47585 06Cnej0BaHUIA peKo-
MeHZyeTCa OnucbiBaTb 3aBUCMMOCTb MapKepoB OT Beca He nora-
PUOMUYECKUM PErPecCUOHHbIM YpaBHeEHMEM, a 06paTHbIM per-
PECCMOHHBIM YPaBHEHWEM, W MPUMEHATL COOCTBEHHYIO Koppe-
NAUMOHHYO (hOpPMYyNy C Y4eTOM 0CO6EHHOCTE HaceneHus B pe-
rnoHe (Neveux L.M. et al., 1996). B U3panne B 1998 r. nposenu
aHanm3 06pasuoB 6700 6epeMeHHbIX (TPOIAHOI TECT MPOBOANICA
¢ 16- no 20-10 Hegento 6epeMeHHOCTM), BEC XKEHLLMH HAX0AW-
cq B AnanasoHe ot 37 Ao 137 Kr, a MefMaHbl paccunTbIBaINCh
BHYTpY 7 BecoBbIx rpynn (c warom 10 kr). Ha ocHoBaHWK 3TOro
nccnefoBaHWUsA aBTOPbl NPEANIOXKUAN NONPaBKU OTAENbHO AN
KaXxoro mapkepa. He Hawen o6bACHEHUA (haKT, UTo 'y GepemMeH-
HbIX C BecoM 60nee 120 Kr ypoBeHb XI'Y 6b1n BbiLLE, YeM OXUAa-
nock nocne BeefeHUs nonpaBku Ha Bec (Watt H.C., V&Id N.J.,
1998). MNpwu BBEAeHWM MONPaBKM Ha Bec KomyecTso JIMP cHu-
3unock ¢ 7 8o 6,5%. NHamBuayanbHbIi pPUCK B OTAENbHbIX Cy-
yasx nsmeHuncs sagoe (Spencer K. et al., 2003a). B Halem an-
roputme (Kaweesa T.K. v gp., 2002) Mbl BOCMO/b30B/INCH MO-
npaeBkamu, npusefeHHbIMU B pabote 1992 r. (Wald N.J. et al.,
1992b). Mo Halemy MHeHUIO, BeC 6EpPeMEHHOI 0Ka3bIBaeT He-
3HauYNTENbHOE BVAHME HA 3PPEKTUBHOCTL CKPUHUHTA, HO AN
MOrpaHNYHbIX 3HAYEHWUIA PUCKa Yy OTAENbHbIX HepemMeHHbIX MO-
XEeT CbIrpaTh BaXKHYI POJSib MPU PeLLIeHN Bonpoca o rnposege-
HUW MHBA3UBHbLIX BMeLlaTe/lbCTB. OKOHYaTEe/IbHOE 3aK/0UeHne
0 KOPPEKTHOM NPUMEHEHWM MONpPaBoK Ha BeC A1 6epeMeHH!
CaHkT-lMeTepbypra TpebyeT LOMNOMHUTENLHOIO aHaNIn3a.
BnusHue KypeHus 6epeMeHHOI Ha cocTosHUe theTonnaueHTap-
HOro KoMMJieKca oTMevaeTca Bo MHOrux padorax (Palomaki G.E.
et al., 1993; Crossley J.A. et al., 2002). KypeHue Bo Bpems Gepe-
MEHHOCTW MPUBOAUT K CHUXKeHWUto ypoBHA XY (Mo pasHbiM
faHHbIM 0T 1040 20% OT HOPMbI), UTO CHUXKAET 3(Y(HEKTUBHOCTb
CKpUHUHTa Ha CJl, cpeau mMonofblx 6epeMeHHbIX. C BO3pacTom
YMCNO KypuUbLLUL, CHMXKaeTcs - oT 35% Kypawmx go 20 net go
7% cpefy XeHwmH ctapwe 35 neT, B cpegHemM Kyput 11,5% Ge-
peMeHHbIX (Spencer K. et al., 2004). 3T0T (hakT HeobXxoAMMO
MMETb B BULY MPU KOHCYNbTUPOBAHUW MO pe3ynibTaTaM CKpu-
HWHTa, TaK KaK HEBO3MOXHO BBECTU KOIP(ULNEHTbI 41 KOJN-
YeCTBEHHOTO0 yyeTa BAIUAHUSA JaHHOT O (PakTopa Ha pacyeT pUcka.
CtaBuTCA M0 COMHEHME HEOOXOAMMOCTb YUUTbLIBATH HASIMUME UH-
CY/IMHO3aBMCMMOTO caxapHoro auabeta (M3CA) npy npoBeaeHm
BC B CBA3M C TEM, YTO B YC/IOBUSAX MOCTOAHHOIO KOHTPO/1A 38 YPOB-
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HeM caxapa B KPOBUW COCTOSHWE TaKMX 6ePeMEHHbIX He OT/INYaeTCS
OT HOpPMa/IbHOTO. He3HauuTe IbHble OTKOHEHUS B YPOBHE T/THOKO-
3bl He NPUBOAAT K MaTO/MIONMYECKUM U3MEHEHUAM B OpraHu3me
(Peled Y, 2003). Opyruve aBTopbl NpoaHanu3nposann 366 cny4vaes
1 MoKasanu, 4to bepemeHHble ¢ I3C/, UMEOT CHUXKEHHbI Ypo-
BeHb A®T1. MeanaHa ADITy HUX B KPOBU NpU HOPMasbHOM Kapu-
oTune nnoga pasHa 0,88 MoM. B Jluace nsyunnm 127 cnyyaes 6e-
pemeHHocTell ¢ U3C/ - ypoeHb ADI Bo Il TpumecTpe 6bia CHU-
XeH 1o 0,72 MoM (ansa 40 n3 Hux A®I1 onpegenanca B | Tpumec-
Tpe u meamaHa paBHa 0,93 MoM) (Huttly W. et al., 2004).

* Yucno nnofos oKa3blBaET 3HaYMTENbHOE B/IMAHME Ha MOKasa-
Tenn MCB. Mpwu geoiine ADIM, H3, XI'Y, csobogHas a- u p-
cy6beamHuLbl XY nMetoT NoBbILIEHHbIA YPOBEHb C MejnaHa-
mu 2,13; 1,67; 1,84; 1,66 n 1,90 MoM cooTtBeTtcTBeHHO (Wald
N.J. et al., 1992a). PekomeHAayeTCA pacCcUnTbIBaTb A/1A ABOEH
«MCEBAOPUCK», MOTOMY YTO HET pe3ynbTaTtoB 06CnefoBaHuUs
focTatoyHoro Konuyectsa goeH ¢ C/l aAng nocTpoeHusa pac-
npegeneHuns ypoBHA Mapkepos B cyyae C/l y aBoiiHn. Bonpoc
0 MCB npu MHOronnofHbIX 6epeMEHHOCTSX, HaCTYMMBLUMX
nocfie NpMMeHeHWs BCMOMOraTe/lbHbIX PenpofyKTUBHBIX Tex-
HOMOT WA, paccMaTpuBaeTCs OTAeMbHO (CM. pasgen 7.9).

* Y BepeMeHHbIX, y4acTBOBaBLUMX B 06CNej0BaHNM MO NPOrpam-
Me K/IMHWKMN OAHOTO AHS, Hab/1l04aeTCA MOBTOPHbIV NOBbILLIEH-
HbI/ PUCK, €CNW NpW NpeablgyLleli 6epeMeHHOCTM OHa nonana
B rpynny pMcka no KOM6MHUPOBAHHOMY ¥3 1 BMOXUMUYECKO-
My CKPUHUHTY B | TpumecTpe (Spencer K., 2002b).

* Heo6x04MMO BHOCUTb MOMPaBKW B aNrOpUTM PacyeToB puCKa 4J1s
6epemMeHHbIX ¢ Tpucomuamu 21, 13 nnm 18 y pebeHka nnm nnoga
B aHamHese. Mpu aHanmse 375 cyyaeB NOBTOPHOI 6GepeMeHHOCTU
nnogom c Tpucommeii (303 —rpucomms 21,63 —rpucomusa 18 9 —
Tpucomus 13) yCTaHOB/EHO, YTO CPeAHUli YpoBeHb CBOOOAHON p-
CyObeaVHNLbI B KPOBM TakuMX GepemMeHHbIX MoBbiweH Ha 10%,
a PAPP-A —Ha 15%. [1ns gpyrux MapkepoB TaKUX OTK/OHEHWIA He
66110 BbisBNeHo (Cuckle H. et al, 2005). Ecnu B aHaMHe3e y nawu-
EHTKMN OTMeyvaeTcs Hamumne pebeHka nau nnoja ¢ Tpucomuein 21,
TO pucCK yBennumsaetca Ha 0,77% B | TpumecTpe, Ha 0,52% —so |1
1 Ha 0,42% —Ha momMeHT poxxaeHus (Cuckle H., Arbuzova S., 2004).

7.4. ONTUMA/BHbIA CPOK BC
CKpUHUHT MCB 06bI4HO NpoBoaaT Ha 15-18-ii Hegenax 6e-
pemeHHOCTU. CKPUHUHT ypoBHA APIT HefocTaTtouHO MHGpopMa-



BMOXMMUYECKINI CKPUHUHT MapKepHbIX 6e/IKoB Npyi GEPEMEHHOCTY 145

TUBeH B 60fiee paHHWe CPOKM, Tak Kak B | TpumecTtpe APl He
MMeeT ANarHoCTMYeCKOoW LUeHHOCTH Ans BbianeHus A3HT. B nu-
Tepatype BCTpevatoTcs paboTbl, B KOTOPbIX CPOK MpOBeAeHUs
CKPUHUHTa ANa NponnakTUKN XPOMOCOMHbIX HapyLUeHuii pac-
wunpsaeTcs go 22 Hep. 6epemeHHocTy (Muller F. et al., 2002). Haw
ONbIT FOBOPUT 0 TOM, YTO CY)XXEHUe CPOKa NpoBefeHns GUoXnumu-
YeCKMX UCCMef0BaHN MOMOraeT peLlnTb HECKOIbKO Npobiem:

1) Yem 6onee ofHOTUMNHO (CTaHAAPTHO) NPOBOAUTCH UCCNeno-
BaHWe, TeM MeHblle Befu4ynHa AUcrnepcumn pacnpegeneHuns. 3710
YMeHbLUAeT MepeKpbIBaHME pacnpegenieHnii B HOpMe 1 npu naTo-
norvn, TeM cambiM YMEHbLUAETCA YUCNO0 NOXHOMOMOXKUTENbHbIX
pe3ynbTaToB. B ngeane Heo6xoanMo BCe 1CCNef0BaHUA NPOBOANTD
B OAWH CPOK —15/16 Hef,. 6epeMeHHOCTU. DTO MHeHMe NOAAepXu-
BAlOT W aBTOPbI MUCCNefoBaHuUs, B KoTopoMm 16 13 20 (80%) 6Gepe-
MeHHbIX ¢ C[, y nnofa, o6cnefjoBaHHbIX A0 17 Hefl., UMenu puck
6onee uem 1:300, B TO BpeMa Kak nocne 17 Hef,. B rpynny pucka no-
nano Tonbko 4 n3 12 (33%) (Goldie D.J. et al., 1995);

2) Uem no3xe PerncTpupyeTcs MOMOXKUTENbHbIA pe3ynbTar
CKPUHWHTA, TeM MO3XKe MOXET ObITb NPOBefeHa HBa3nBHaa ML
(T.e. BO3pacTaeT f0/19 KOPLOLIEHTE30B M0 CPaBHEHMIO C NIaLeHTo-
LIeHTe30M, YTO pacCMaTpUBAETCs KakK OTpuuaTeNbHbll NokKasa-
Tenb opraHm3auuu MNa);

3) B 60nee no3gHMe CPOKN YMeHbLUAeTCA TOYHOCTbL aHanu3a,
TakK Kak HapacTaloT OTK/IOHEHUA B YPOBHAX MapKepoB, CBA3aHHbIE
C aKyLLUepCKUMW OCNOXKHEHNAMU. PUCK Npy MOBTOPHOM UCCeao-
BaHWUU B 60nee NO34HNE CPOKM MOXET YMEHbLUUTLCA, KakK 0TMe-
Yyanocb Hamu B 5 HabnogeHuax npu cuHgpome fayHa y nnoga
(Kaweesa T.K. v ap., 2004).

7.5. O MOBTOPHOM MCCJTIEQOBAHUIN CbIBOPOTKW KPO-

B/ BEPEMEHHbIX

MoBTOPHOE MCCnefoBaHMe OAHUX U TeX XXe MapKepHbIX 6enKoB
B LLeNax NOATBEPXKAEHUSA NOMOXKUTENBHOTO pe3ynbTata bC, nonyyeH-
HOr0 B ONTUMasIbHbIE AN CKPUHUHTA CPOKM, HE peKomeHayeTcs. Kak
V>Ke YNOMWHAN0Ch, ONTUMasIbHbIM CPOKOM WCCMEA0BaHUA ABNSETCA
CPOK 16 Hef. Mbl Habnganm 5 cnyyaeB poXXaeHUs feTeid ¢ CUHAPO-
MoM [layHa nocnie TOro, Kak yMeHbLUeHWe pucka npu noBTOPHOM
onpegeneHun A®PIT n XY 8 18-20 Hed. NOATATKUBAIO YKEHLUNHY
K 0TKa3y OT KapumoTunupoBaHus nnoga (cm. Tabn. 7.3). MNoBTopHOE
nccnefoBaHNe MOXET HeCTW MOJe3Hy UH(opMauMIo A1s akylue-
pa-rMHeKosora o AMHamMmuke nokasaTenei npy NpoBeAeHNN Tepanim
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Tabmua 7.3
CHUXeHNe pucka poxaeHuns 601bHOro pebeHka B 5 cnyyasx
NOBTOPHbLIX UccnenoBaHnii A®M n XTI B 60nee no3gHNe CpokKmn
{npn B4 y nnopa) {co6CcTBEHHbIE AaHHbIE)

Puck natonoruu, %
Homep obpasua

15/16 Hep,. 18/19 Hep,
1 1,35 0,4
2 1,9 0,9
3 1,75 0,61
4 0,76 0,13
5 13 0,03

(heTonnaueHTapHon HeAOCTaTOYHOCTY (MOC/E UCK/THUYEHNS XPOMO-
COMHbIX aHOMaNuit y NaoAa Npy NpeHaTabHOM KapuoTUNupoBaHum)
M K TEHETUYECKOMY CKPUHWHTY OTHOLLEHUS HE UMEET.

7.6. MOPOIOBOE 3HAYEHUE PUCKA CMHAOPOMA OAYHA

Puckpo>keHua pebeHka ¢ cuHapomom JayHa, cornacHo KoTopo-
MY MpoucXoauT 0T60p B rpynny BEICOKOTOPUCKA, Ha3blBaeTCA NOpo-
roBbIM. 3Ta Be/iniMHa 06bIYHO YCTaHaBNMBAETCA OpraHaMu 3apa-
BOOXpaHeHWa pernoHa, rae nposoantcs BC. B pa3Hbix cTpaHax
OHa BapbupyeT oT 1/360 go 1/190 (t.e. or 0,28 po 0,52%).
B CaHkT-lNeTepbypre noporosbiM 3HayeHWeM PUCKa CUMTAeTCH
BennynHa 1:360 (0,28%), COOTBETCTBYIOLLAA PUCKY POXAEHUS pe-
6eHka ¢ CLl y )eHLMHbI, KOoTopas 3abepemeHena poBHo B 35 feT
N fo/mKHa poauTb B 35 net n 9 mec. Takoe 3HayeHMe NOBbILIAET
KO/IMYECTBO JIOXKHOMO/OXUTENbHbLIX Pe3ynbTatoB 40 6,7% npu
MOBbILLEHNW YYBCTBUTENLHOCTU CKPUHWHra Lo 71,4%. Huxe
npueegeHa Tabnumua CoOOTBETCTBMSA NOPOroBOro pucka u YyBCTBU-
TENbHOCTU OUOXMMUYECKOTO CKPUHWHTrA, T.e. BbiBNAeMoe™

Tabmmua 7.4
BbisBNAeMocTb 601bHbIX C/l B 3aBUCUMOCTU OT BbIGPAHHOTO
noporosoro pucka (N=134) {co6CcTBEHHble faHHble)

MoporoBbIit pUck poxaeHns pebeHka ¢ CA, BbisiBNseMOCTb, %
1/360 (0,28 %) 74,3
1/250 (0,40 %) 68,2

1/200 (0,50%) 60,1
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nnogos ¢ CA, Ha npumepe 134 cnyyaes C[ y nnoga so Il Tpumec-
Tpe (faHHble no CaHkT-MeTepbypry) (Tabn. 7.4).

7.7. YPOBEHb MCE MNPV XPOMOCOMHOW MATO/IOMAN

NnAo4dA

CornacHo HaluM faHHbIM, cpefHUiA ypoBeHb ADTT npm Tpu-
comum 21 (cuHapom [JayHa), NOATBEPXKAEHHON KapuoTUNMpoBa-
HueM nnofga, coctasnsetr 0,7 MoM, X' —2,3 MoM (N=168).
PeTpOCNeKTMBHbIA aHaM3 NCCnefoBaHNiA, BKIOYaroLwmx 157000
CbIBOPOTOK KPOBM OT 6epemMeHHbIX MI0A0M C HOPMaibHbIM Kapu-
oTunom u o1 706 fo 1086 o6pasyos npu CA y nnoga, nokasasn, 4yTo
A®I B 16 Hep. 6epemeHHocTM npu CA paseH 0,72 MoM; cBo6oa-
Has cyovegmHuua XI paBHa 2,24 MoM; ToTanbHblii XIT paBeH
1,93 MoM (Spencer K. et al., 2003b).

Ocobblii MHTepec npeacTaBnAloT usMeHeHns MCBE npu gpy-
FMX XPOMOCOMHbIX 60NE3HAX.

Tak, B HaLWNX UCCef0BaHUAX NPY NMPeHaTabHoOM KaproTunupo-
BaHWW 6b1N10 BbISBMEHO 17 ciyyaeB Tpucomun 18 (cMHApoM Sasaps-
ca). Mpw atom cpegHwuii yposeHb AP coctaBun 1,05 MoM, X'y —
0,39 MoM 1 H3 = 0,7 MoM. ®paHLy3cKue uccnefosaresnv npeaia-
ratoT AByxaTanHblil bC a/15 BbIABNEHWNIO 6EPEMEHHBIX C PUCKOM TPU-
comun 18 y nnoga. Ha nepsom 3Tarne u3mepsetcs yposeHb ADIT
n XI'Y, a 3aTeM B 06pasuax Kposu ¢ nokaszatenamu AP n Xry me-
Hee 0,5 MoM (82% cnyyaes npu 10% JIMP) onpegenseTcs ypoBeHb
PAPP-A CogepxxaHue PAPP-A oka3sanocs MeHee 0,5 MoM B 100%
cnyyaes Tpucomun 18 npm 0,1—0,2% JIMP (Muller F. et al., 2002).

Ons Tpunnongumn (69, XXX, 69, XXY) y nnoga no Hawum
fJaHHbIM (7 cny4yaeB) xapaKTepHbl KpaiHe Huskue (0,02—0,05
MoM) ypoBHu XI'Y. OnucaHbl cnyyan v 3KCTPEManbHO BbICOKMX
ypoBHeli XY B cbIBOPOTKE KPOBW MaTepu Npu TPMNAoUgUM y
nnoga (Hanning |., Mires G.J., 2002), HO B HalLell NpaKTUKe OHK
nokKa He BCTpeTunnCb. Mpu 0YeHb BLICOKMX Nokasarenax Xry
6epemeHHas okasblBaeTcsd B rpynne pucka no Ch, n nogobHas
natofiorus 4o/mKHa ObiTb BblSBNEHA.

Mpwn Tpucomun 13 (cvHgpom Matay) y nnoja cpegHuii ypo-
BeHb A®I1, XI'Y n H3 coctasun 1,35, 0,71 1 0,90 MoM cooTBeT-
cTBeHHO (Sailer et al., 1999). Takum 06pa3om, BGMOXUMUYECKNIA
CKPUHWHT BO |l TPMMECTpPE He BbIAB/IAET rpynmny BbICOKOIo pUcKa
Mo POXAEHWIO aeTeil ¢ cMHapomom [Maray.

CrefyeT OTMETUTb, YTO B OT/IMYME OT TpUCOMUK 21, ANa Apyrux
XPOMOCOMHBbIX MaToNnoruii (tpucomun 13 1 18, Tpnaomams, MoHo-
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comms X) XapakTepHbl He CTONbKO M3MeHeHMs nokasatenein MCB,
CKO/IbKO aHaTOMUWYECKME NOPOKM PasBUTUA. [103TOMY XKEHLLMHBI
C BbICOKMM PUCKOM MO POXAEHNIO pebeHKa C Apyroli XpPOMOCOMHOM
naTonorveii vaile nonagarot Ha M/, no pesynbtatam Y3 CKpUHUHTa.

7.8. SABNCNMOCTb YYBCTBUTE/NIbHOCTN BC

OT BO3PACTA

B Ttabnuue 7.5 npuBeAeHbl CpeaHME PUCKU A8 6epeMeHHbIX
pasHbIX BO3pacTHbIX rpynn (Baxapnosckuii B.I. un gp., 2004). Mo-
CKONbKY B (hOpMYJy pacyeTa BXOLUT BO3PACTHOW pUCK BepemeH-
HOIA, TO OYEBUAHO, YTO MPU OFHMX W TEX Xe OTKNOHeHMsAX MCbhb
(Hanpumep, npu ypoeHe A®PI1, paBHoMm 0,5 MoM, a XI'Y -
2,5 MoM) y 6epemeHHoli 20 net puck 6yget 0,3%, a B 43 roga —
12,5%! N3 paccmaTpmuBaeMbIX rpynn Hambonee ys3Bumoli B OTHO-
LIEHWUMN BbISBNEHNA GepeEMEHHbIX C PUCKOM POXAEHUA pebeHka
c 60ne3Hbl0 [ayHa ABAAOTCA XEeHLWUHbI B Bo3pacTe 18-24 roga,
TaK KakK X BO3pacTHON pUCK eCTECTBEHHO Man v JaNeko He Bcerfa
KOMMEHCUPYETCA MOBbILLIEHWEM [0/ «BUOXUMUYECKOTO» pUCKa
B KOMMN/EKCHOM pacyete. YyBCTBUTENILHOCTb GUOXMMUYECKOTO
CKPWHMWHIa B 3TOW rpynne npu MoporosomM 3HayeHmm 0,28% co-
cTaBnsieT Bcero 35,7%. KpaiiHe BaXXHO 6epeMeHHYH MAafLLein Bo3-
pacTHOW rpynnbl C MOrPaHMYHbLIMK MOKa3aTeNsAMMN pPUCKa U Knac-
cuyeckumm gns CL, otknoHeHnamn MCB Hanpasuts Ha ¥Y3W 2-ro
YPOBHSA. 3a4acTyto Hannume Y 3-mapKepa nomMoraeT paspeLLmTb co-
MHEeHMA NauueHTKN C MOrpaHnYHbIM «BUOXUMUYECKMMY» PUCKOM
B M0/1b3Yy MPOBEAEHUSA NPeHaTabHOro KapuotunmposaHus. OfHa-

Tabmua 7.5
Puck 6onesHun flayHa y nnoja, pacCUuTaHHbI Mo pe3ynbratam
6MOXUMUNYECKOTO CKPUHMHTa Il TpMMecTpa, B pa3HbiX BO3PaCTHbIX
rpynnaxy matepei geTeii ¢ 6one3Hbio layHa

Bospact Yucno CpefHuii puck YyBCTBMTE/ILHOCTb
6epemMeHHO, neT 06ce0BaHHbIX 6onesumn flayHa, % cKpuHuHra, %
18-24 28 0,289 35,7
25-29 26 0,483 57,6
30-34 21 0,990 66,7
35-38 24 1,752 91,6
39-41 25 4,794 98,0

42-45 17 9,190 100



BUOXMMNYECKMI CKPUHUHT MapKepHBIX 6e/KOB Npu GepemMeHHOCTM 149

KO Ccnegyet HamoMHWUTbL, YTO Y3-MapKepbl BbIABNAKOTCA TOMLKO
y40% nnogos ¢ CJ, (CHavigepe ELx.M., Hukonangec K.X., 1997).

B oTimume ot monofbix 6epemMeHHbIX, BC oka3sbiBaeTca 6onee
3(hpeKTUBHbLIM B rpynne 6epemeHHbIX 35—45 neT. M0 JaHHbIM
PETPOCMEKTUBHOIO aHann3a, «6MOXUMNYECKNI» PUCK POXAEHNS
pebeHka ¢ C/[l cocTaBnsn B aToi rpynne 6,99% npu 4yBCTBUTENb-
HOCTU CKpUHUHTa 98% (cm. Tabn. 7.5).

7.9. BUOXUMUYECKUIN CKPUHHI

1 MHOIOrn/04HAA BEPEMEHHOCTb

OfHol 13 Hambonee YacTbIX MPUYMH NOBbiWeHna ADI, nn6o
060ux MCB (A®I n XI'Y) aBnseTcs MHOronnogHas 6epeMeHHOCTb.
B 1995 r. B uccnegoBaHum 13 35 150 6epemeHHoOCTel 6b110 410 ABOEH
(Neveux L.M., 1996). 13BeCTHO, UTO HaNU4Me ABOVHUN NONOXKUTENb-
HO KOppenvpyeT C Bo3pacTom marepu. V13 274 ABOeH, onpeseneHHbIX
0O CKpuHMHra, 155% wumenn noBbIlWEHHbIA ypoBeHb MCB.
Mpwn yueTe NonpaBoK Ha BO3PacT MaTepy K crocob orpepeneHuns
Cpoka 6epemeHHOCTU, yucno JIMNP Mexay ABOWHAMW U OfHOMN0A4-
HbIMU 6EPEMEHHOCTAMU CPaBHANOCH. 913 14 (64%) GepeMeHHbIX Bbl-
COKOrO pUCKa € ABOViHeli NpoLuaun nHeasunsHyto M. Matonorum Ka-
pMOTMNA Y HUX BbISIBNEHO He Obl10. TeOPeTUYECKM, UCX0AA U3 MO-
JeNbHbIX NOCTPoeHni, npu 5% J1MP npn EC MoXeT 6bITb 06Hapyxe-
HO 73% MOHO3UTOTHbIX U 43% AN3NTOTHLIX ABOeH ¢ Cl, T.e. UX Bbl-
ABNSIEMOCTb B CpefiHeM Ao/KHa cocTaBuTb 53% (Neveux L.M., 1996).

MpepnaratoTcs pasnnyHble NOAX0Abl K OLEHKE pUCKa B cnydae
JBYX nnogoB. [ns MOHOXopwasibHOW ABOMHKM IBI1i ycpegHsaeTcs
[na AByX M/I00B [0 pacyeTa pUcka v 4o BKIHOYEHUA BUOXUMUYEC-
KX MapKepoB B pacyeT. [111 AuxopuanbHbIX (4U3UTOTHBIX) NI0L0B
[lenaeTcq pacyeT pucKa AN KaKAoro naofa v TonbKo nocne 3atoro
NOACYMTbIBAETCA KOMOWHMPOBaHHbIV puUcK. Takmm 06pasoMm, Mbl
NbiTaemMcs NOAYUNTb «MCEBLOPUCK» ANA GepeMeHHON, a He Afs
KaXoro nnoga. HassaHue «MNCEBAOPUCK» OTpaXkaeT HeJoCTaTou-
HOe KOMMYeCcTBO faHHbIX Ana ABoeH ¢ Cll, 4yTO Heobxo4MMO 4JiA
nofcyeta UCTUHHOTO puUcKa. Mpu nogcyeTe pucKa y4uTbIBAKOT pe-
3ynbTaTbl CKpuHuHra TBI, kombuHuposaHHoro (TBM + BC B
| TpuMecTpe) 1 UHTerpasbHOro ckpuHuHros (TBIM + BC B | Tpu-
MmecTpe + BC Bo Il TpumecTpe). Pe3ynbTaTbl CKPUHUHIA UHTEPIpe-
TUPYHOTCA € y4eToM Bo3pacTa 6epeMeHHbIx (Wald N.J. et al., 2003).

Mo Hawum HabnogeHusam (1997-2004 rr.), B CaHtor-lMeTtepbyp-
re He 6b110 CyYaeB POXXAEHNs cpa3y ABYX Nnogos ¢ C/, u3 ABOVHN.
CpegHuii ypoBeHb ADI npu 6epeMeHHOCTW [BOViHel B HOpMe
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coctaeun 2,53 MoM, a X'y —2,14 MoM (N=72). na pacyeta
pyCKa HanmMuusa nnoja c CUHAPOMoM [layHa NpuMeHsieTcs cresyto-
LW MeTOA —10Ka3aTeNn YpPoBHSA MapKepoB AeNATCs Ha YMCo No-
0B (2) ¥ paccuuTbIiBAaeTCA «MCEBAOPUCK» AN OAHOro noja.
3a 8 neT HabnogeHnii B CaHKT-IMeTepbypre 6bi10 3aperncTprposa-
HO TOJ/IbKO [Ba C/lyyast poXAeHus pebeHka ¢ cuHgpomom JayHa n3
[BOIHW. BTOpoil pe6eHoK B 060MX cnyyasx 6bln 340p0OBbIM. Y 04-
HOI 6epemeHHOI (Bo3pacT 31 rog) B 6 Hef. GbivM 0GHAPYXKEHBI Cre-
fywowme nokasatenm MCB: A®l=1,6 MoM, XI'y=3,5 MoM,
pnck=0,229%. Bo BTopom cyyae y naumeHTKu 40 neT pucK poxe-
Hus pebenka c¢ CJh paBHanca 1,47% (AP = 1,66 MoM,
Xry=2,14 MoM). OT KOpAOLEeHTe3a BBUAY BblpaXKEHHON Yrposbl
Ha KOHCW/IMYMe peLleHo 6b110 BO3AepXaTbCs.

7.10. BC N BCMNOMOI'ATE/1bHbIE PEMPOAYKTWBHbIE

TEXHONOIr M

Oco6oe mecTo B BC 3aHMMatOT nauMeHTKU, GepeMeHHOCTb
Y KOTOPbIX HACTyMuMa nocsie NpMMeHeHns BCNOMOraTesibHbIX pe-
NpoAYyKTUBHbIX TexHonoruii (BPT), yawe Bcero nocne 9KO. Ta-
Kas 6epeMeHHOCTb MPOTEKaeT Ha W3MEHEHHOM TFOpPMOHaNbHOM
(hoHe. 'pynna BbICOKOTO pucKa cuHapomMa [ayHa y niofa cpeam
TaKWX XXeHLWMWH LOCTaTOYHO MHOroYMcneHHa. Yucno noxHono-
NOXWTENbHbIX Pe3ynbTaToB B 3TON rpynne No HeKOTOPbIM AaH-
HbIM cocTaBnfeT 0kono 30% BmecTo 5% B 06Leit macce 6epemeH-
HbIX (Frishman G.N. et al., 1997; Kascheeva T. et al., 2001). AaH-
Hble uTepaTtypbl Mo BC B rpynne 6epeMeHHbIX Nocne npuMeHe-
HuA BPT goctatouHo npoTmMBOpeyuBsl. 10 pesynstatam nccnego-
BaHW B 1996—1999 IT. pAgoM aBTOPOB ObII0 YCTAHOB/IEHO, YTO
cofepxxaHue XI'Y B CbIBOPOTKE KPOBU Npu 6epemMeHHOCTU nocre
OMNJI0A0TBOPEHUA in Vitro NOBbLILWEH, B TO BPEMSA KaK COAepxxaHue
A®I n H3 cHuxaeTcd, TeM cambiM yBennymusaetca ymcno MNP
cpeamn 6epeMeHHbIX B pesynbtate IKO (Barkai G. et al., 1996;
Heinonen S. et al., 1996; Lam Y.H. et al., 1999). Mo gpyrum faH-
HbIM ypoBeHb XI'Y npu ncnonsb3osaHun BPT f0CTOBEPHO Bbille
(1,12 MoM no cpasHeHuto ¢ 0,99 MoM), HO 3TO He BHOCUT Cy-
LLLeCTBEHHOr0 BKNaja B yBefinyeHue rpynnsl pucka. Yucno JIrpP
npu BPT n B KOHTposie coctaBuno 5,5 n 4,6%, T.e. NoBblLLEHKE
cocTasnseT He 6onee 0,9% (Ghizoni L., 2003). B rpynne n3 104
6epeMeHHbIX 04HUM nnogoMm, 81 - asyms u 33 - Tpems njaojamu
cpaBHuBanu pesynbTatbl Y3 1 BC ¢ UCTUHHbLIM CPOKOM GepeMeH-
HocTW (Mo JaTe nepeHoca 3MOPMOHA) U MPULLIN K 3aK/TIOYEHUIO,
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yTo B | TPMMECTPE CPOKMN BEPEMEHHOCTU ObINK 3aBbileHbl Ha 1,3;
1,41 0,8 gHel ona Kaxaon u3 aTux rpynn. Haobopor, Bo Il Tpu-
MecTpe OTMeUeHO 3aHKeHue cpokos Ha 0,1; 0,6 1 0,6 gHa (Kalish
et al., 2004). B gpyrom vuccnefoBaHuy 3aBbllLEHNE CPOKa, B Cpes-
Hem, cocTaBuio 3aHsa B | TpumecTpe 1 0,8 aHa —so 11 (Saltvedt S.
et al., 2004). Pa3HOUTEHUA B CpOKax 00YCNOBMEHbI TEM, YTO [jO0 CUX
nop OCTaKTCA AUCKYCCUOHHBLIMU BOMPOCH! ONpefefieHUs UCTUH-
HOro Cpoka 6epeMeHHOCTU 1 TEMMNOB Pa3BUTUS IMOPMOHA, NOJy-
YEHHOTO B YC/IOBMAX in Vitro, Mocne ero nepeHoca B MaTky.

Mpu nposegeHnn KO [OCTATOYHO YacTO MPUMEHSETCA NOA-
cafKa HECKO/IbKNX 3MOPUOHOB, YTO B C/ly4Yae XOpOLUei BbIKuBae-
MOCTV NPUBOANT K HEOOXOAMMOCTU PefyKLMN TPETLEr0/4eTBEPTO-
ro nnoga. Ananus cogepxxanus MCB B | TpumecTpe 6epeMeHHOC-
TV [0 1 NOC/e pefyKLumm nokasas, 4To yposeHb PAPP-A B 3 rpyn-
nax nayneHTok (12 ogHonNNoAHbIX 6epeMmeHHOCTel, 124B0eHN 12 -
nocne pesykuuu) nocne pegykumMm oCTaeTcs 3HaYMTE/IbHO BbILLe,
4yem A9 ABOMHU, B TO BpeMs KaK KOHLeHTpaums ThIT cHukaeTcs
[0 HOPMbI ANa ABOWHK K 19-7 Hefgene. 3TO NO3BONWAO NPeANono-
XWUTb, 4TO TBI™ OTpaxkaeT Maccy NaueHTbl 4719 0CTaBLUMXCH XMBbIX
nnogos, a PAPP-A npogyuupyeTcs Kak niaueHTon, Tak 1 geunay-
anbHoi n gpyrumm TkaHsmm (Abbas N.J. et al., 1996). CoaepxaHue
A®I1 B 16 Hep. y 88,5% (24 n3 27) nauMeHTOK nocse pegyKumm oa-
HOro nnofa u3s AByx octasasock 6onee 2 MoM (B cpegHem —4,6),
xoTa BIMP otcytcTBoBanu (Rotmensch S. et al., 1999).

Mpn BUOXMMNYECKOM CKPUHUHTE U pacyeTe puckKa a/1a 6epeMeH-
HbIX, KOTOPbIE UCMONbL3YIOT LOHOPCKME ANLEKNETKMN, eCTECTBEHHO,
[OMKEH YUNTLIBATLCA «BO3PACT» AMLEKNETKM, & He BblHALLMBAOLL el
XeHwmHbl (Donnenfeld A.E. et al., 2002). Mpy reHeTUYECKOM KOH-
CyNbTMPOBaHWUMN MO CKPUHMHTY B ClM6 Takoil Noaxof npuMeHseTcs
C MOMEHTa MOABNEHUA MepBbiX 6epemMeHHbIX nocne 3KO
(1993-95 rT.). 3a BpeMs HaLLIMX HAG/IFOAEHNI B CKPUHUHTE Y4acTBO-
Ba/10 Bcero 5—6 6epemeHHbIX cTapile 40 neT ¢ AOHOPCKUMU SALEK-
NeTKaMun OT MOJIOABIX XKEHLLMH. YpoBeHb ADPTT 1 H3 y 6epeMeHHbIX
Npu MCMNOMb30BaHNW LOHOPCKUX AALEKNETOK 3HAUYMTENbHO BbILLE,
uem npu IKO cobCTBeHHbIX AliLekneTok (Barkai G. et al., 1996).

B | TpumecTtpe B uumknax nocne 3KO yposeHb PAPP-A fo
10- Hepenn 6bln CHWKEH, TBIT —wuMen TEHAEHUNIO K CHUKe-
HUto, XI'Y —ObI/1 NOBbILWEH, U 3TO NOBbLILLEHWNE COXPAHUIOCh MO-
cne 10-in Hegenu. Yucno JIMP Takke 0Ka3anocCb MOBbILIEHHbIM.
B HacTosLee Bpems 4N TaKO 3KCKBU3UTHOW FPYMMbl XKEHLMH
HeT BO3MOXHOCTW YCTaHOBUTbL CneLluanbHble MeAuaHbl, CIuLL-
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KOM pasHoo6pa3eH nogxod W MeTogbl CTUmynsauum npu BPT
(Bersinger N.A. et al., 2004).

Hawwn pesynbTaTbl CBUAETENILCTBYIOT O CHVKEHWUW YPOBHSA
A®I (go 0,7 MoM) B KpoBu H6epeMeHHbIX rnocne KO v noBbl-
weHumn yposHa XY npumepHo B 1,5—1,7 pasa (Kascheeva T. et
al., 2001). CooTBeTCTBEHHO, Takas 6epemMeHHas NMeeT NOBbILIEH-
HbI pUCK NpW OLeHKe pe3ynbTaToB BC B cTaHAapTHON nNporpam-
me. BnofHe NoHATHO, 4To gaxke mManbiil puck (0,2-0,5%) npepsbl-
BaHMs 6epeMeHHOCTM Moc/e MHBa3UBHOW 1/, MOXeT 6bITb cepbe-
3HbIM CTPECCOBbLIM (HhaKTOPOM /19 TaKuUX NaLMeHTOK. B inTtepary-
pe obcyxpaaetcs npobnema KoppensyuM MeTOAOB CTUMYAALUK,
noacagkn n BegeHns 6epemeHHocTy nocne OKO n nokasarteneli
MCB. lMoka A0CTOBEPHOIN CTaTUCTMYECKOM MHDopmaLumnein no
3TOMY BOMPOCY Mbl He pacnonaraeM. EQMHCTBEHHbIN cnoco6 n3-
6e>xaTb NMOBbILIEHHOr 0 KOMYeCTBa MHBA3WBHbIX M/l B yKazaHHOI
rpynne —nposefeHne Y3 BbICOKOr0 YPOBHA A5 BbIABIEHUS
Y3-mapkepos. C 1999 r. B CaHkT-IMeTepbypre nocne KO poann-
csa lpebeHokcCA, 2- ¢CO. 1nnogcCh, 1- cCOM2- cCUH-
Apomom [Matay 66111 BbISB/IEHBI B pacCMaTpMBaEMON rpynne npu
KapnoTunupoBaHWM Maoja no cTaHZapTHbIM nokasaHusm (BO3-
pacT). CTaTucTmka poxaeHus geteid nocne SKO B CaHkT-lMeTep-
bypre o(MLManbHO He BefeTcs, HO MO JIMTepaTypHbIM AaHHbLIM
yactoTa poxaeHus geteir ¢ C/l cpean 6epemeHHbIX nocne SKO
COOTBETCTBYET TAKOBOIA B mONynauun. Haw onbIT rosopuT 0 TOM,
YTO BCe CTaHAapTHbIE MOKa3aHUs K KapymoTUMMPOBaHWIO M/I0Aa
[O/MKHbIPacnpocTpaHATbLCA Ha 6epeMeHHbIX rocne IKO.

7.11. TYTUN CHXKEHUA YNCTA

NOXXHOTMONOXNTEJIbHBIX PE3Y/IbTATOB

Camoli pacnpocTpaHeHHOl OWNOKOA Npy OLEHKE pe3ynbTaToB
BC aBnseTcA HeBepHOe onpefefieHne cpoka 6epemeHHocTun. Mo-
3TOMY NpW HEcoOTBETCTBMM YpoBHA MCB Hopme Heobxogumo,
B MEPBYIO 0Yepelb, YTOUHWUTL CPOK GepeMeHHOCTM C MOMOLLbIO
Y3W. Ecnu cpok 6epeMeHHOCTU MeHbLUe, YeM YKa3aHO B Harnpas-
neHun, 1o ypoBeHb XI'Y 6yaet 3asbiweH, a AP COOTBETCTBEHHO
3aHMXXEH OTHOCUTENbHO HopMbI. [0 30% o6palyeHunin K Bpayvy-re-
HeTWKY B NnepBble rogbl nposegeHns bC orpaHnymnsanuch nepecye-
TOM CpOKa 6epeMeHHOCTM 1 NMOACYETOM PUCKa AN UCTUHHOW CUTY-
auuun. Ecnu He nposogunock Y3, MOXHO OLeHMBaTL CPOK Bepe-
MEHHOCTM M0 NepBOMY HIO MOCNELHUX MECAYHbIX, HO UCMOJIb30-
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BaHMe OLLeHKM cpoka no Y 3W nosbiWwaeT YyBCTBUTENBLHOCTL 6KO-
XUMWNYECKOro CKpUHMHIa Ha 5-6% (Wald N.J. et al., 1992b).

BnnsHMe TOUHOCTU M3MEpPeHNs KOHLEHTpaLMii MapkepoB Ha
4yBCTBUTENbHOCTL BC wuccnefoBasv nyTemMm CpaBHEHUS COBpe-
MEHHbIX XapaKTepPUCTUK CKPUHMHTA U pesynstaToB BC pecatu-
neTHei gaBHocTu. B 470 obpasuyax Kposu, B KOTOpbIX 10 neT Ha-
3a4 onpegensann A®I ¢ nomowbio PUA meToga, vccregosanu
KOHUeHTpauumio A®I coBpeMeHHbIM, 60/1ee TOYHbIM METOLOM
MMMYHO(YOPOMETPMM. Pe3ynbTaTbl MOBTOPHbIX U3MepeHuiA no-
Kasanu, 4YTO COBPEMEHHble TeCT-CUCTeMbl 06nafatoT BGonbLuel
TOYHOCTbIO. B pesynbTare X MCMONb30BaHMA Trpynna pucka no
[3HT nnoga ymeHbwmnnack ¢ 2,0 go 0,8%. Mpw Toit e BENNYMHE
BbIfiIBNeHUA 6epeMeHHbIX ¢ CLl y nnoga konuyectso JIMP cHU3wn-
nocb Ha 1%. Takum 06pa3oM, y/yylleHUe KayecTBa TECT-CUCTEM
NPUBOAUT K HEGOSLLLIOMY, HO KIIMHUYECKWN BXXHOMY YYULLEHUIO
Kayectsa nposegeHus 6C (Wald N.J. et al., 2000).

TOYHOCTbL TECT-CUCTEM BaXHa B CBA3W C TeM, YTO NOrpeLHoC-
TW U3MEPEHUS KaXO0ro napameTpa HakanauBalTCs Mpu pacyete
prcKa Ha OCHOBaHWW HETOUYHbIX ONpejeneHnii mapkepos. Hanbo-
Nee BaXHbIA KpUTEPUA ANd NPUHATUA PeLLeHUin 0 NpUCYTCTBUU
MaTonornn cBA3aH C gucnepcuei pacnpegeneHuns. cnonb3osa-
HVe KOMOWHUPOBaHHbLIX TECTOB MPUBOAUT K CNOXHOMY CMeLle-
HUIO MOrpeLHOCTel KaXaoro Tecra.

Hanbornee CNOXHbIMW [N KOHCY/bTUPOBaHUSA ABMAOTCA
CNy4yay NorpaHMYHbIX 3Ha4YeHmnin pucka no bC. Hanpumep, gns 6e-
pPeMEeHHON CTapLlero Bo3pacTa C HOPMa/bHbIMW pe3ynbTaTaMu
CKPUHUWHIA PUCK MOXET BapbupoBath 0T 1/125 no 1/723 u3-3a He-
TOYHOCTU TECT-CUCTEM. [ Ta 27-ETHUX NALNEHTOK C NOKa3aTensaMm
A®I=0,72 MoM un XI'Y=2,04 MoM prCK MOXET U3MEHUTLCH OT
1/136 go 1/796. Takum 06pa3oM, HanbosbLLee BHUMAHWE TOYHOCTM
TECT-CUCTEM [O/MKHO YAenaTbcA B nabopaTopuu, Befyllei CKpu-
HUHT cpean GepeMeHHbIX CcTapluero Bospacta (Benn P.A. et al.,
2001). Ecnn paccmatpuBaTh [Ba anroputMa pacyeta pucka, npu-
MEepHO COOTBeTCTBYHOLWME Apyr Apyry no addekTnsHocTn BC
n uncny JIMP, TO 0Ka3biBaeTCA, YTO UX pe3ynbTaTbl MOTYT CU/IbHO
BapbMpoBaTh 4N UHAVBUAYALHOIO NauueHTa. 4nd MUHUMM3aLmmn
OWMOBOK B U3MEPEHUAX U MPU pacyeTe pUCKa aBTOPbI PEKOMEHAYIOT
MCMONb30BaTh «CI/IKNBAHWE» MEAMaH AN1a pacyeTta, XOpPoLo OTna-
XXEHHbIi 1 0Npo60BaHHbI anropuTM BC, YeTKO BblBEPEHHbIE peru-
OHa/lbHble MapameTpbl pacnpeaeneHnin MCBE no cpokam 6epeMeH-
HocTu (Williams K.L. et al., 2000).



154 nasa VI

7.12. ABTOMATW3VPOBAHHbIA PACUET PVICKA

B HacToswee Bpema B 'Y HU VAT um. [.0.011a PAMH co-
BMecTHO ¢ OO0 «MepguHhopmaTuka» (CaHkT-MeTepbypr) pas-
paboTaHa U BHepeHa KOMMNbIOTEPU3NPOBAHHASA NPOrpaMmma aBTo-
MaTM4ecKoro pacyeta pucka 6onesHn JayHa y nnoga no pesynb-
TataM cKpuHuHra MCB y 6epemeHHbix CaHkT-lMeTepbypra.
ANTropuTM OCHOBAH Ha nofcyete KoaduumeHTa npasaonogo-
6v4, T.e. NofcYeTe BEPOATHOCTM, YTO pe3ynbTaThbl AaHHOW 6Gepe-
MEHHON MpuHagnexar K HOpMaibHOMY pacrpefesieHuto, a He
K pacnpegfeneHuto ansa nnogos ¢ CA (cm. pasgen 7.3). NMokasaHu-
eM 418 NPpUMeHeHUs MHBa3uBHOM M/[ ¢ uenblo KapuoTMnNupoBa-
HWS NNofa cunTaeTcs pUCK Bobiwe, Yem 1:360 (0,28%), cooTBETCT-
BYHOLLWI pUCKy poxaeHus pebeHka c CLy 35-neTHeli XeHLW W HbI.
Takum 06pa3oM, C Le/bio NOBbILWEHNA YYBCTBUTEILHOCTU CKPU-
HUHra fo 74% Mbl 3aBeOMO MoLAM Ha yBenmyeHue yucna JIreP
o 6,7%. Cnegyet, ofHako, eule pa3 NoAYEPKHYTb, YTO MOPOro-
BblIi1 ypoBeHb (cut off) onpepensertcs peanbHbIMU uarHocTUYec-
KWMUW BO3MOXXHOCTAMUN KaXXAO0ro LeHTpa.

MprvMeHeHVe NpOrpaMMHbIX CPeACTB NO3BOMSET BECTU efu-
Hyt0 6a3y 6MOXMMNYECKOT0 CKPUHUKHIa 6epeMeHHbIX roposa, pe-
TMCTPMPOBATbL UCXOAbI, aHaNM3MPOBaTb NPUYMHBI POXKAEHWA [e-
Teil ¢ XpOMOCOMHOI natonoruneid n BIP, KoppekTupoBaTb opra-
HW3aLMOHHbIE MOMEHTbI B3aMMOAECTBMS 1abopaTopuin n Knu-
HUYECKNX YUpeXaeHWid. Ans ManeHbKUX ropofoB, FAe YMC/eH-
HOCTb GEPEMEHHbIX HEBe/INKa, MOXHO NPef/ioKUTb COKpalleH-
Hblli BapMaHT Halleil MporpamMmmbl —«CUYeTUMK». Takas nporpam-
Ma COLEPXUT TONbKO PacyeTHYH0 YacTb, He (hopMupyeT 6a3y faH-
HbIX U He aHann3npyeT MeAnaHbl. Bpay-reHeTuK Ha npueme Mo-
XeT paccumTaTtb UM OTKOPPEKTUPOBATbL PUCK ANA MauMeHTKN Ha
ocHoBaHuu MCB, yKa3aHHbIX B MOM unu abCconoTHbIX Ludpax,
HO Me[MaHbl —0a30Bble YPOBHM MapKepoB, NCMO/b3yeMble B Mpo-
rpamme, LO/MKHbI 6bITb ONpeAeneHbl 3apaHee KPYynHO akcnepT-
Holi nabopaTopwein 4ns 6epemMeHHbIX CBOEr0 permoHa. MNpu oTcyT-
CTBMW KOMNbIOTEPU3NPOBAHHON NporpaMmbl puck 60ne3um Jay-
Ha y Nno4a MOXXHO OPUEHTUPOBOYHO paccumnTaTb, UCXoaa 13 Tab-
NNYHBIX faHHbIX (Tabn. 7.6, 7.7).

7.13. CKPUHWHI B | TPUUMECTPE

BEEPEMEHHOCTN

B nocnefHue rogbl HakanauBaeTcs BCe 60MblIE AaHHbIX 06
3PHEKTUBHOCTH BUOXMMUYECKOTO CKPUHUHTA MCB He ToNbKO



MonHbIX
net

25
26
27
28
29
30
31
32
33
34
35
36
37
38
39

1:1376
1:1317
1:1245
1:1161
1:1065
1:960
1:848
1.734
1:623
1:518
1:424
1:341
1:270
1:212

1:164

Puck Hannuua cuHapoma flayHa y nnofa B 3aBUCUMOCTU OT BO3pacTa

1:1372
1:1311
1:1239
1:1154
1:1057
1:951
1:839
1:725
1:614
1:510
1:416
1:334
1:265
1:207

1:161

1:1367
1:1306
1:1232
1:1146
1:1048
1:942
1:829
1:716
1:605
1:502
1:409
1:328
1:259
1:203

1:157

(B rogax n mecsiyax) Ha oxxungaemyto gaty pojoB

1:1363
1:1300
1:1225
1:1138
1:1040
1:932
1:820
1:706
1:596
1:494
1:402
1:322
1:254
1:199

1:154

1:1358
1:1294
1:1219
1:1130
1:1031
1:923
1:810
1:697
1:587
1:486
1:395
1:316
1:249
1:195

1:151

1:1353
1:1289
1:1212
1:1123
1:1022
1:914
1:801
1:687
1:578
1:478
1:387
1:310
1:244
1:191
1:147

1:1348
1:1283
1:1205
1:1115
1:1014
1:905
1:791
1:678
1:570
1:470
1:381
1:304
1:239
1:187

1:144

1:1343
1:1277
1:1198
1:1107
1:1005
1:895
1:782
1:669
1:561
1:462
1:374
1:298
1:235
1:183

1:141

1:1338
1:1271
1:1191
1:1099
1:996
1:886
1:772
1:660
1:552
1:454
1:367
1:292
1:230
1:179

1:138

1:1333
1:1264
1:1183
1:1090
1: 987
1:877
1:763
1:650
1:544
1:446
1:360
1:287
1:225
1:175

1:135

Tabnuua 7.6
10 n
1:1328 1:1322
1:1258 1:1252
1:1176 1:1169
1:1082 1:1074
1:978 1:969
1:867 1:858
1:753 1:744
1:641 1:632
1:535 1:527
1:439 1:431
1:354 1:347
1:281 1:275
1:221 1:216
1:171 1:168
1:132 1:129

NMMOBhNINUXONG

nLooOHHaWadag vl dodweg  XiqHdMdew  JHUHMANO



Tabnuua 7.6 (0KOHYaHUe)

”"n”eib'x 0 1 2 3 4 5 6 7 8 9 10 1
40 1:126 1:124 1121 1:118 1:116 1:113 1111 1:108 1:106 1:103 1:101 1:99
a 1:97 1:94 1:92 1:90 1:88 1:86 1:84 1:82 181 179 177 175
42 173 172 1:70 1:69 1:67 1:65 1:64 1:63 1:61 1:60 1:58 1:57
43 1:56 1:54 1:53 1:52 1:51 1:49 1:48 1:47 1:46 1:45 1:44 1:43
44 1:42 141 1:40 1:39 1:38 1:37 1:36 1:35 1:35 1:34 1:33 1:32
45 1:31 131 1:30 1:29 1:29 1:28 1:27 1:27 1:26 1:25 1:25 1:24
46 1:24 1:23 1:22 1:22 121 121 1:20 1:20 119 1:19 1:18 1:18
47 117 1:17 1:17 1:16 1:16 1:15 115 1:15 1:14 1:14 1:14 1:13
48 113 1:13 112 112 112 1 111 111 11 1:10 1:10 1:10
49 195 1:9.2 1:9.0 1:88 185 1:83 1:8.1 1:7.9 177 175 1:7.3 171

Mpnmep pacyeTa No TabANYHLIM AaHHbIM.
MauweHTKa, 36 1eT 1 4 mec., A®IN —0,7 MoM, X'y —1,5 MoM.

Broxmmmueckuii puck = 3—?6_ 1,4100% = 0,44%.

I\ ege]
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Tabmmua 7.7

OTHOWeHMe NpaBgonofobus Aonsa pacyeTa pucka CUHApomMa
fAayHay nnoga noyposHioo A®M n XY B 15 - 8 Hepa.
6epemeHHocTn (Wald N.J. et al., 1988)

A®M, MoM

EEL'\{" 04 07 10 20 25 Het
! ! ? ! ! [laHHbIX

05 0,53 0,16 0,078 0,019 0,012 0,13
07 0,92 0,30 0,14 0,036 0,023 0,23
1,0 17 0,59 0,30 0,081 0,053 0,44
15 3.9 14 0,75 0,22 0,15 1,0
2,0 73 28 15 0,48 0,33 2,0
Her 3.2 13 0,77 0,28 0,2 1,0

AaHHbIX

Bo Il, HO n B | TpuMmecTpe 6epemMeHHOCTU. B KauecTBe 6GUOXUMU-
YECKMUX MapKepoB UCMOMb3ylOTCA Takne 6enku, Kak cBobofHas
P-cy6beanHmnua XY n accoummnpoBaHHbIi ¢ 6epeMeHHOCTbIO be-
nok nnasmel A (PAPP-A — pregnancy associated plasma
protein A). Ha 60/1bLLOM K/IMHWYECKOM MaTepuase nokasaHo, YTo
TecTupoBaHue 3Tux MCB B CbIBOPOTKe KPOBY BGEPEMEHHOI B CO-
yeTaHUU C [aHHbIMW YNbTPa3BYKOBOro o6cnefoBaHUA nnoja
B 11—14 Hep. 6epemeHHocTu (TBI, BU3yanusayms u gamnHa Hoco-
BOI KOCTW) MOXET NOBbLICUTb BbIABNSAEMOCTb XPOMOCOMHOW NaTo-
norvm fo 97% npwu 5% MNP 1 90,5% npu 0,5% MNP, T.e npesbI-
waTb TakoByto (75%) Bo Il TpumecTpe 6epemeHHocTu (Cicero S.
et al., 2003).

7.13.1. MapKepHble CbIBOPOTOYHbIE 6EMKU

| TPUMecTpa 6epeMeHHOCTH

AccounmpoBaHHbIii ¢ 6epeMeHHOCTbI0 6e10K MnasMbl A —vie-
TannonpotenHasa PAPP-A cnocobCTBYeT KNETOUYHOMY POCTY, pac-
LWennss 6e1Ku, CBA3LIBAOLLME MHCYMHONOAOOHBIN (hakTop pocTa
(Glerup S. et al., 2005).

Ha3saHue PAPP-A (pregnancy associated plasma protein A)
nossmnoce B 1974 r. ana 0603HayveHns cneyuuuHoro ans bepe-
MEHHbIX FIMKOMPOTENHA KpoBW. lMocne n3yyeHns CBOWCTB U MO-
NEeKYNAPHOro CTPoeHus 6enka ofHy U3 cyobeAnHUL, KOoMMiekca
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cTanm HasbiBaTb PAPP-A. BTOpoii KOMNOHEHT 3TOr0 KOMMiekca
COOTBETCTBYET MNpefLecTBEHHUKY TN1aBHOrO LLenovyHoro 6enka
303nHO(mnoB (Mmajor basic protein —MBP). 3Tn Mo/ieKy bl U 06-
pasytoT PU3N0N0rMYecKn HEAKTUBHYIO AUMEPHYIO hopMmy Berka,
COCTOALLYI U3 WAEHTUYHbIX MOHOMEPOB, KaXAbIA M3 KOTOPbIX
B CBOKO 04epefpb MpeicTaBfieH ABYMSA CybbeAMHMULAMU C MONIEKY-
nspHoii maccoin 200 GO0 fa. Ana PAPP-A/proMBP xapakTepHO
MOCTOAAHHOE HapacTaHWe KOHLUEeHTpauuu B CbIBOPOTKE KPOBU
XeHWMHbI 0T 0,05 MKF/MA BO BpeMs UMMNAaHTaUUW AALEKNEeTKN
[0 100-150 mkr/mn K MoMeHTY pogos (Bischof P., 1984). MNepuos
nonypacnaga PAPP-A/proMBP B KpoBu cocTaBnsieT 48-60 u.
OunHamuka copepxaHus PAPP-A/proMBP oTnnuaetca oT gpyrux
6en1KoB 6epeMeHHOCTH, ero KOHLEHTpaLna Npogo/mHKaeT pacTu no-
cne 36 Hen. 6epeMEHHOCTU, KOrfa pocT M pasBMTUE NaLeHThl
MOXHO CUMTATb 3aBEPLLEHHBIM 1 YPOBEHb pAfa ApYruX 6e/K0B Bbl-
XOAWUT «Ha nnato». Cuutaetcs, 4to Komnaekc PAPP-A/proMBP
BblpabaTbiBaeTCA Kak KneTkamu Tpoobiacta, TaK v geungyans-
HbIMW K/IeTKamu, Npuyem UCTOYHWUK NPenMyLLecTBEHHOro CUH-
Te3a Gefika MeHAeTCA B TeyeHue 6epeMeHHOCTU. B HacTosduiee
BpeMs CrefyeT Mnpu3HaTb, YTO KOMIMEKC UrpaeT BaKHYK PoOJb
B PEryNAUMM MPOLLECCOB KNETOYHOMO POCTa U MEXTKaHEBbIX OT-
HoweHKnt TpohobnacTa N geungyanbHOR TKaHM B Xoge 6epemMeH-
HocTM. B Hauane 90-X rofoB O6HapyXXeHO CHUXXEHWE YPOBHSA
PAPP-A npu CJ, wn gpyroii XpOMOCOMHO MatosiorMm nnoga
(Brambati B. et al., 1993; Bersinger N.A. et al., 1994).

CBobogHas p-cybbeamHuua XY mMoxeT BbISIBNSTLCS B KPOBM
6epeMeHHbIX KaK BCMeACTBME He3aBUCUMON perynsuum cuHTesa
cy6beanHuUL, Tak U B pesynbTaTte MX HeCOCTOsBLUelCA accolua-
umn (cm. 7.2.1). MMepBoe NonoXeHue NOATBEPXKAAETCA TeM, UTO
COOTHOLLEHME KOHLeHTpaumuin a- n P-cybbegunuy, XY meHseT-
cA B Npouecce rectauun, gocturasa nponopumm 12/1 K KoHuy 6e-
pemMeHHOCTW. MOMMMO 3TOrO, CYLLECTBYIOT MEXaHWU3Mbl, NPenaT-
CTBYlOLLME 06pa30BaHUIO LVMMEPHOro 6efika, Hanpumep, runep-
rNKO3NANPOBaHME a-cyobeauHuubl. Aderpagaumsa XY HaunHa-
eTcAa ¢ pacwenneHmns p-cyoveguuuybl XY, Mpu aTom TepseTtcs
(hYHKUMOHaMbHas aKTUBHOCTb U cTabunbHocTb XIMY. Takas mo-
NeKyna He MOXET B3aMMOAeliCTBOBaTb C peLienTopamu 1, BO3MOX-
HO, BbICTYMaeT aHTaroHNCTOM HaTUBHOrO ropmMoHa. ocse pacna-
Ja cybbefMHUL, B KPOBU obpasyeTca cBOGOAHAasA pacLyenneHHas
mosiekyna P-XI'Y, kotopas gerpagmpyert 4O KOHEYHOro NpoayKTa
pacnaga —p-Kop parmeHTa. O6Was KOHLEHTpaLUNsa cBO6OAHO
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p-cy6beanHuubl XY B CbIBOPOTKE KPOBU OYEHb HU3KA U COCTaB-
nset ot 140 3% KoHueHTpauum Bcex hopm XY, noHmxasch 1o
0,5% K KOHUY rectayumn. "opa3fo Bbllle cofepXKaHune cBO604HON
p-cybbeanHnuybl XY npn 6epeMeHHOCTU, OCM0XHEHHOR CUHA-
pomom [layHa y nniofa, npeaknamncueid n npu TpodobdracTuyec-
KMX 3a60/1eBaHUSAX.

7.13.2. 3hhekTnBHOCTL BC B | TpUMecTpe

B 1991 r. noKka3aHO JOCTOBEPHOE CHIKEHNE KOHLEHTpaLUn ac-
COLMMNPOBAHHOIO ¢ 6epemMeHHOCTbIO 6enka nnasmsl A (PAPP-A)
B CbIBOPOTKE KPOBW B 6-12 Hed. 6epeMeHHOCTM Npu Hanmuuu
Tpucommm 21 y nnoga (Brambati B. et al., 1991). ¥YposeHb cB060L-
Holi P-XTI'Y B kpoBu matepu npu CL y nnoga nosbiaeTcs. Brep-
Bble 3TO 6bIN0 MokaszaHO B 1990—1991 . (Ozturk M., 1990;
Spencer K., 1991). Ansa BbigBneHus aekTuBHbIX MCBE | Tpu-
MecTpa Obl1 TECTMPOBAH LeNbllii pag NpoAyKTOB (eTonnalueHTap-
Horo komnnekca: A®I, H3, nHTakTHbI XY, ero cBo60AHbIE a-
N p-CybbeanHMLbI, MHIMOWUH (TOTaNbHbIA U AUMEPHbLIA WHTA),
TBI, CA-125 n PAPP-A. /N3 BCcex yKa3aHHbIX MapKepoB TO/IbKO
csobogHas P-XT'Y n PAPP-A oka3anucb npurofHeiMu gng bC
Tpucomun 21y nnoga B | TpumecTpe 6epemerHocTy (Wald N.J. et
al., 1997b).

OTknoHeHna PAPP-A npu C/[l ucyesaroT C yBe/IM4EHNEM CPO-
Ka 6epeMeHHOCTU, K BO |l TpuMecTpe ero ypoBeHb Npu XpoMo-
COMHOW NaTtofiorMm nnoja He MMEeT 3HAYUTE/IbHbIX OTANYWIA OT
HopMmbl (Aitken D.A. et al., 1994). MeTa-aHann3 NUTepaTypHbIX
[OaHHbIX NO3BONWN ONPeAennTs MeguaHbl 419 paHHUX CPOKOB Ge-
pemeHHocTu. Mpu CA y nnoga PAPP-A paseH 0,35; 04
n 0,62 MoM B cpok 6-8; 9—11 n 12-14 Hen. COOTBETCTBEHHO.
Ecnn npuMeHsTb efMHCTBEHHbIN Mapkep - PAPP-A, To npun 5%
NNP MoXHO BbIABUTL 52% 6epemeHHocTel ¢ C (Cuckle H.S.,
van Lith J.M., 1999).

MeTa-aHanu3 pe3ynbTaTtoB 17 cepuii uccnefoBaHunii, BKOYa-
owmnx 579 cnyyaes C/l, No3BoONUA BbIYUCAUTL MeAnaHy cBo60j-
HoW p-XI'Y npu CA - 1,98 MoM. Takum 06pa3om, ctaTucTmyec-
KOe MofenupoBaHue geMoHcTpupyet 42% petekunn CA npu 5%
NMNP B | tpumectpe gna atoro ropmoHa (Cuckle H.S., van
Lith J.M., 1999).

M3yyeHne BO3MOXHbLIX MEXaHW3MOB CHUXEHWA KOHLeHTpa-
unn PAPP-A npu XpoMOCOMHO NaToNOr My NPUBENO K 3aK/oye-
HUIO 06 M3MEHEHUSX B MOCTTPAHCASALMOHHOW MoaudmKalmu
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6enka, 4To MOXeT BbITb CBA3AHO C MOBbILLIEHNEM ero HecTabu/b-

HOCTMW, CHMXXEHMEM CUHTEe3a 6efika UAn HapyLUeHMeM ero TpaHc-

noprta yepe3 Mmemo6paHbl. OfiHaKO NOKa HeT NPAMbIX faHHbIX, CBU-

[LeTenbCTBYHOLWMNX 0 CHUXEHNKN akenpeccun MPHK Mnn KOHLEHT-

pauun PAPP-A B nnaueHTapHoli TKkaHu (Brizot M.L. et al., 1996).

[pyraa runotesa 06bACHAET CHUXeHUe YPOBHA PAPP-A KOMMeH-

CalMOHHbIMY NpoLeccaMun B nnaueHTe. Mpegnonioxum, YTo npu

C/ y nnoga KOHLEHTpaLua BCeX MapKepPOoB B KPOBW MaTepy Kpai-

He Hu3Ka. C yBennyeHumem cpoka 6epeMeHHOCTV YPOBEHb Nna-

LleHTapHbIX MapKepoB NOCTEMNEHHO HApacTaeT 1 faxe NpeBbIllaeT

HOPMaJibHbIA, HO CKOPOCTb poCTa KOHLEHTpaLuu obpaTHO npo-

nopuMoHanbHa MONeKYNAPHOI Macce Mapkepa. COOTBETCTBEHHO,

cambIM ObICTPO pacTylmm 6yfeT ypoBeHb cBo604HON p-XI'Y, a -
caMbiM MefneHHo pactywum —PAPP-A (Bersinger N.A. et al,,

1995). Mo oueHKaM pa3HblX aBTOPOB 6MOXUMUYECKNI CKPUHWHT
PAPP-A 1 cBo6. p-XI'U ¢ yyeTom BO3pacta MaTepy no3sosnser
BbIABUTbL OT 55 f0 63% cnyyaes CL y nnoga npu 5% /MNP (Had-

dow IL.E. et al., 1998). MeTa-aHanu3 faHHbIX HaunoHanbHOro

LMTOreHeTUYeCKoro pernctpa BenmkobputaHum 3a 1989—1996 rr.

MO3BO/IU/I paccymTaTb YPOBeHb CMOHTaHHbIX notepb npu CA vy -
nnoga. Oka3anoch, 4To B Nepnog OT NPOBefeHNs XOPNoH6Uoncmm

[0 pofos 43% 6GepemeHHocTel | TpmecTpa nnogom ¢ CJl 3akaH-
YnMBaeTCA BbIKUABILEM WM MepTBOPOXAEHWEM, U B Nepuog ot
aMHMOLeHTe3a 40 PofoB npepbiBaeTcsa 23% Takux 6epeMeHHO-

cTeli. B 12% cnyyaes pogbl npu C/ll 3aKkaH4YMBaKOTCA MEPTBOPOX-
LEeHWEM Ny HeOHAaTaNbHOM rmbesnblo.

XopoLwo n3yyeHHbIn Y 3-mapkep | TpumecTpa —ToLWKMHA BO-
poTHWKOBOro npoctpaHcTaa (TBI1) B coyeTaHuu ¢ Gruoxmmuyec-
KUMU MapKepamy CYLLeCTBEHHO MOBbLIWAET YyBCTBUTENbHOCTb
CKpuHuHra CA (cm. rnasy VIII). PesynbTaTbl KOMOMHMPOBAHHOTO
(¥3 + BC) ckpuHuHra Ha C, no AaHHbIM PeTPOCNeKTUBHbIX UC-
CNef0BaHWiA pasnnyaloTcs U, B CPpefHEM, COCTaBAAT 82,5% npu
5% NMP (Wald N.J., Hackshaw A.K., 1997; Spencer K. et al., 1999).

[JaHHble nocnegHUxX AeBATU Cepuil MPOCMEKTUBHOIO KOM6U-
HUPOBAHHOTO CKpUHMHra B | TpumecTtpe (Bcero 06CnefoBaHO
0K010 59 QOOXEeHLMH, U3 HUX 262 6epeMeHHOCTH ¢ C[l) nokasa-
NV CPefiHIoK YyBCTBUTENbHOCTL 89% (unn 80% —C y4eTOM CNOH-
TaHHOro npepbiBaHna nnogos ¢ CA) npu 6,4% NOXKHOMOJIOXMU-
TenbHbIX pe3ynbTatoB (Krantz D. et al., 2000; Nieminaa M. et al.,
2001; Schuchter K. et al., 2002; Spencer K. et al., 2003b; Nico-
laides K.H. et al., 2005).



BrioxumMmnyeckuii CKPUHWUHI MapKepHbIX 6enkoB npun 6epeMeHHOCTVI 161

KOMO6UHMPOBaHHbI yNbTPa3ByKOBOM M BGUOXUMUYECKUIA
CKPVHWHT nokasan 4yBcTBUTENbHOCTL 91% npu 2,1% JMP, HK3-
kne (meHee 0,4 MoM) 3HaueHUs 6enkoB Habnoganucs y 0,4% 06-
CNef0BaHHbIX ¥ BK/KOYaNW BCe Cly4yan TPUNIOUAUN U TPUCOMUIA
18 n 13 (Wojdemann K.R. et al., 2005). B AHrnuu nposenn macco-
BOE MYNbTULEHTPOBOE MCCNef0BaHne, NocBALLEHHOE OLeHKe Xa-
pPakTepUCTUK KOMOUHUPOBAHHOIO CKPUHMHTIa B | TpumecTpe Ge-
PEMEHHOCTU U MPUMEHEHUIO HOBOFO ABYXCTaAWIAHOIO MoAxoja
K OUEeHKe MHAuBMAYyansHoro pucka. Mpu obcnepgosaHuy 75821
6epeMeHHO B cpoku ¢ 11 go 13 Hed. n 6 AHEl peKoMeHAoBanu
npoBefeHNe XOpUoHOMONCMIN BCeM GepeMeHHbIM C PUCKOM 6onee
1/100. Mpu norpaHWYHOM pucke (MOPOroBbIM CUUTANCA PUCK
1/100 n 60/1ee) NOBTOPHO OLEHMBANW LOMONHUTENbHbIE Y3 napa-
MeTpbl. XPOMOCOMHbIe abeppauun BbisBUNAU B 544 cnyuvasx,
Bktoyvasa 325 cnyyaes CA. Puck 1/300 u 60nblue BbISBAEH B 5,2%
6epeMeHHOCTEl HOpMa/bHLIM NN0A0M, B 92,6% - npu CL, y nno-
4a, B 88,5% - c Tpucommein 18 n tpucommein 13, a Takxe y 85,6%
6epeMeHHbIX C ApYrMMU XPOMOCOMHbIMW NaTonoruamMu. Boisensa-
EMOCTb XXEHLLMH rPynmbl BbICOKOro pucka no CAy nnoga cHuxa-
etca fo 80 n 75% npu 2% n 1% JIMNP cooTtBeTcTBEHHO. VIHANBU-
AyanbHblii NOAXOA C y4eTOM pe3ynbTaToB Y3 no3BonseT noBbi-
CUTb YyBCTBUTENBHOCTL BC A0 92—94% npu yucne JIMP o1 2,1 go
2,7 (Nicolaides K.H. et al., 2005).

B gpyrom nccnegosanmm (Spencer K., Nicolaides KH ., 2002a)
y 5084 GepemeHHbIXx B 11-13 Hen. onpegensnu TBIM, ypoBHU
PAPP-A 1 cBo60ogHoO p-XI'Y. K rpynne BbICOKOro pycka 0THOCK-
NN KEHLWMH ¢ puckom 1/250. N3 59 nauueHTOK, KOTOpPbIe NPOLUIMN
BC B 9-10 Hep., npy NOBTOpHOM Bu3uTe B 25 cnyyaax TBI n3me
puTb He ypanock. [locturHyta 93% uyysctBuTenbHoCcTb BC Ha C/i
(14 n3 151nm 1513 16 ¢ y4eTOM OHOI0 MO3aMYHOI 0 TpaHCNOKaLK-
OHHoro cnyyas). JINP coctaBunu 55% - 274/4974. Kpome Toro,
6b171M BbISIBNEHbI 5 13 6 XKEHLLUH C NI040M C CUHAPOMOM 3aBapa-
ca, 04Ha 13 ABYX C CMHAPOMOM [aTay, a TakKe eIMHCTBEHHbIA Cny-
yaii Tpunnomgun. JIMP gns CKpMHMHra CUHAPOMOB 3ABapAca
n Matay coctasunu 0,4%. C y4yeToMm BbIKMBaemMocTu nnogos ¢ CA
yyscTBUTeNLHOCTL BC coctaBuna 89%. Meguana TBIT anga tpuco-
muii 18 n 13 B 45 cnydaax coctasuna 2,819 MoM, cBo6ogHoi
P-XT'Y n PAPP-A - 0,375 1 0,201 MoM CcOOTBETCTBEHHO.

Takum 06pa3omM, MHOTMMIW MCC/eA0BaHSMM YCTaHOB/EHO, YTO
3heKTUBHOCTb KOMOUHMPOBAHHOTO CKPUHWMHIA B | TpUMECHIpe
MPeBbILLIAeT YYBCTBUTENbHOCTb CKPUHUHIA BO | [TpumecTpe. Cre-
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[yeT, 0[HaKo, y4MTbIBaTb, YTO YacTb niogos ¢ C[ norubaet go
KOHLa 6epeMeHHOCTH, YTO OTYACTU U MOACHAET BbICOKYHO 4acTo-
Ty BbifiBNeHua nnogos ¢ CA B | TpumecTpe.

7.13.3. AnropuTt™m 06CniefoBaHnNst 6EPEMEHHbIX

B | TpmecTpe

C 2003 r. B CaHKT-IeTepbypre HayaTbl uccnegoaHus PAPP-
A 1 cBo60aHOI p-XI'Y ¢ Lenbo NoMyYeHUs HOpMasbHbIX 3HaYe-
HWIA pacnpegeneHuii mapkepoB B | TpumecTpe 6epeMeHHOCTH.
O6cnenosaHo 6onee 1000 6epeMeHHbIX MpuK cpokax ¢ 9 fo 14 Hep,.
Y3 Bcem 06cnefoBaHHbIM NPOBOAMIOCE OGHUM CMELMaINCTOM
Ha ofHOM o6opypfoBaHuu. OnpegeneHune ypoeHeit PAPP-Au cBo-
60aHoi P-XI'Y ocylecTBAAIOCE UMMYHOMIYOPOMETPUYECKUM
METOLOM C NOMOLLbIO TeCcT-cucteM pupmbl Bannak (OO0 «Ipu-
6opbl», MockBa). Ana pacyeta 6BUOXMMMUYECKOTO Y KOMBUHMPO-
BAHHOTI0 pMCKa UCMONb30BaNW NPOrpamMmMy NnpeHaTasbHoOro cKpu-
HuHra Life Cycle. CpegHuii Bo3pacT 06C/e40BaHHbIX NaLMeHTOK
coctaBsun 32,6+5,64 roga (ot 19 go 47 net). B nccnefyemyto rpyn-
My BOLUMIO TaKxe 29 GepeMeHHbIX C HapyLeHusMM KapuoTtuna
nnoga. MNJ nposoAnnacs Mo CTaHAAPTHbLIM MoKasaHuam (CM. rna-
Bbl V, X). UyBCTBUTENbHOCTb GMOXUMUYECKOTO CKPUHWUHIa ANS
BCEX XPOMOCOMHbIX aHOManuil B | TpumecTpe coctaBuna 63%,
KOMOUHMPOBaHHOTO —87% npu 12,9% JIMP. BeissnsemocTs CL,
cocTtaBuna 86% pgna bC n 82% Ans KOMOUHUPOBAHHOIO CKpU-
HUHra cootseTcTBeHHO (Kawweesa T.K., Hekpacosa E.C., 2005)
n 6blna Bblle, Yem Npu CKpuHWUHTe Bo Il TpumecTpe (Kauieesa
T.K. n gp., 2004). Bofbwoe YUCIO NIOXHOMOMOXUTENBbHbLIX pe-
3ynbTaToB CBA3aHO C TeM, 4YTo 35% 06c/ef0BaHHbIX COCTaBAANN
6epeMeHHbIe BICOKOro pucka (ctapwe 35/1eT), 4nS MONOAbIX Na-
uneHTok BenuymHa JIMNP coctaBuna 4,7%. TpebytoTca fansHein-
e uccnefoBaHus AN OLEHKW 3((HeKTUBHOCTU KOMOBUHMPO-
BAHHOTO CKPUHWHIa cpefn MONOAbIX XXEHLWMWH, Y KOTOPbIX B Ha-
LWweli paboTe 6b11 BbISIBNEH TOIbKO 0AWH cnydaii CA.

7.14. BC N KNNHWKA O4HOIo AHA

B cBfi3n ¢ NosiBNIeHWEM COBPEMEHHOI annapaTypbl i BO3MOX-
HOCTM OLICTPOro Noay4eHus pesynbTatoB bC pogunace ngesa opra-
HU3auum KNMHUKKM ogHoro aHA (OSKAR - one-stop clinic for
assessment of risk). CornacHo aToi nporpamMmMe nocne KOHCybTa-
U1 6epemMeHHOl MPOBOANTCA BMOXMMMNYECKUI aHann3 KPOBU Ha
cogepxaHue PAPP-A n cBo6ogHoll cybbeanHuybl P-XIY, Y3U
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nnoja u 3aTeM 3aK/OUYUTENbHASA KOHCYNbTaLUMs C OLEHKOW KOM-
61HMpPOBaHHOIO pucka. Bece obecnefoBaHme 3aHMMaeT 14. B Takoi
KNMHUKe obcnegosann 12339 6epemeHHbIX B 10—14 Hefl. 6epemeH-
HOCTW. B rpynny noBbIWEHHOTO puUcKa 0T6Mpany NaLMeHToK C -
puckom 6onee 1/300 gnsa Tpucommin 21, 18 n 13. 97,5% 6GepemeH-
HbIX MPOLUAN TaKOW CKPUHWHT, 77% >XEHLMH rpynnbl BbICOKOrO
pucka cornacunnce Ha uHsasvsHyto M. BoisgsneHo 92% nnogos
c C[ (23/25), n 100% (15 cnyvaeB) Tpucommin 18 n 13, BCero -

96% XpOMOCOMHbIX aHOManuii (49 u3 51). JINP coctaBunu 5,2%
(Spencer K. et al., 2003b). Takvm 06pa3om, CKPUHUHT XPOMOCOM-
HON naTtonornyv MoXKet aPPeKTUBHO NPOBOANTLCA B MHOrOMpPO-
(hMNbHON KNMHWKe 04HOTO AHA. B n0f06HOM LiEHTpe BbISIBIEHO 75
n3 82 cnyyaes CJ, (91,5%) n 54 n3 61 (88,5%) Apyrux Xxpomocom-
HbIX aHoManuii npu 6,8% (947 n3 14020) J/INP. B HacTosALlee
BPEMS KNMHWKA OJHOMO AHA pacCMaTpUBaeTCs Kak OA4HO W3 BECb-
Ma nepcneKkTVBHbIX HanpaBneHWi pauvoHanbHON opraHv3aLum
cny>x6bl NpeHaTanbHol guarHocTukm (Bindra R. et al., 2002).

7.14. VHTETPAJIbHbIN TECT

VIHTerpa/ibHblii TeCT OCHOBaH Ha 1CCMef0BaHNN GUOXUMUYECKUX
n ¥3-mapkepos Kak B |, Tak 1o Il TpumecTpax 6epeMeHHOCTW.
Uepes 3-4 Hef. nocne nepsoro tectuposaHusa (TBI n PAPP-A)
nccnefytoTca yposHu ADT, XY n H3 (kenatensHO € UHTMOUHOM
A), nocne Yero paccuMTbIBAETCA COBOKYMHbIA PUCK HAMUNA XPo-
MOCOMHbIX 60ne3Hell y nnoga no BcemM BMOXMMUYECKUM AaHHbIM
C y4yeToM BenmuuHbl TBI1 1 Bo3pacTa XeHLWWHbl. YyBCTBUTEb-
HOCTb MOXeT cocTaBuTb 94 1 85% (npu senuyuHe JIMP 5 un 1%).
PeTpoCneKTMBHbIV aHann3 pesynbTaToB UCCe[0BaHUA CbIBOPOT-
Ky 927 GepeMeHHbIX MOoKasan, 4YTo npu noporosom pucke 1/350
yucno JIMP coctasuno 1,5% - B | Tpumectpe, 3,6% - Bo Il
1 0,54% - pnga uHterpansHoro Tecta (Canini S. et al., 2002). Mpe-
NMYLLECTBO UHTErpasbHOro TecTa 3aK/104aeTca B CaMOM HU3KOM
yuncsie NOXKHONOMOXUTENbHBIX pe3ynbTaToB (8o 1%) (Wald N.J. et
al., 1999a). MNMpoBeaeHNe CKPUHUHIA NpeanonaraeT, YTo naymeH-
Tam He COoOoO6LLat0TCA NPOMEXYTOUHbIE pe3y/bTaTbl 40 3aBepLue-
Hu1a o6cnepoBaHus Bo I TpumecTpe. TonbKo y HEGOMLLIOTO YKC-
Na 6epeMeHHbIX BbICOKOTr0O pucka B | TpumecTpe pucK NoATBEpXK-
paetca npu 6C Bo Il Tpumectpe (Hackshaw A.K., Wald N.J.,
2001). MocnegoBaTeNbHbI CKPUHUHT, T.e. M N8 rpynnbl pucka
B | TpUMecCTpe, 3aTeM CKPUHUHT BO I, cBA3aH C MOBbILIEHNEM KO-
nuyectsBa JIMP, npu 3TOM NONOXUTeNbHas npefcKasaTenbHasa
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BenmunHa Bo |l TpumecTpe 6yaeT HU3KOM, TaK Kak 60/1bLWLNHCTBO
60nbHbIX CL yxxe BbifiBNeHO (Cuckle H.S., 2001; Herman A. et al.,
2002). Ecnun nHTerpanbHblii CKPUHWMHT He MPOBOAUTCA C eAUHbIM
pacyeToOM pucka, To 6epeMeHHOI COBETYIOT y4acTBOBaTb B 060MX
o6cnepoBaHmax. Takum 06pa3om, BbiCOKaA 3PPEKTUBHOCTb HU-
Be/IMPYeTCA OTCYTCTBMEM [MAarHo3a W CTOMMOCTbIO MOBTOPHbIX
BM3NTOB. OKOHYaTe/IbHbI/ BbIBOAbI MO 3(EKTUBHOCTMN UHTEr-
panbHOr0 CKPUHUHIA CMOTyT faTb MY/bTULEHTPOBbIE MPOCMeK-
TUBHbIEe UCCNEL0BAHUA, KOTOPbIE NPOBOAATCA YXKe HECKONbKO NeT
B AHrnun n CLUA.

7.15. KOMINPOMNCCHBIE BAPUAHTBI OECTEAOBAHUA

Ecnn ¥Y3U TpyaHOLOCTYNHO (HanpuMep, B OTAAEHHbIX paii-
OHax), TO 419 CKPUHUHTa BO3MOXHbl KOMOUHNPOBaHHbIE MOLXO-
[bl —cenekTuBHOe Y 3U TONbKO 414 TeX 6epeMeHHbIX, KOTOpble
He MOMHAT AaTtbl MOCAEAHUX MECAYHbIX UMW Yy KOTOPbIX Hepery-
NApHbIA umkn. Mpu onpegeneHnn cpoka 6epeMeHHOCTM € NOMO-
weto Y3 agektuBHocTb BC BO3pacTaeT Ha BENUUYMHY [0
7,1% B 3aBMCMMOCTM OT KOMOBUHaumMm MCB 1 noporosoro pucka.
Mpwn 3TOM [0NS NIOXHOMONOXUTENbHBIX Pe3YyNbTaTOB CHUXKAETCH
Ha 0,2—1,1%. CenektusHoe Y3W 6GepeMeHHbIX C HeornpeneneH-
HOIi faTol NocneAHNX MeCAYHbIX NMOBbILAET 3heKTUBHOCTL BC
Ha 2,6-4,6% © CHMXAET NOXXHOMOMOXUTE/NbHbIE pe3yfbTatbl Ha
0,04-0,6%. HekoTopble LeHTpbl UCMnonb3yT ¥ 3 TOMbKO B Cy-
yae pacxoXKeHns aKyLLIEepPCKOro cpoka 6epeMeHHOCTU C MEHCTPY-
anbHbIM 6o0nee, 4YeM Ha Hefento. Takoi MOAXOA CHKaeT
BbINTPLILW B YPOBHe AeTekuuun fo 2,5-4,6%, a N0>XXKHOMONOXN-
Te/bHblE pe3ynbTaTbl CHUXatoTcs Ha 0,06-0,6% (Rahim R.R. et
al., 2002).

7.16. AKYLLEPCKVE ACINEKTbI BC

11 TpumecTp. OTMEeTUM O0COBEHHOCTb, KOTOPYH Peako nof-
YepKuBatoT aBTOPbI Y NPAKTUYECKN HE 3aMeyvatoT aKyLlepbl-rMHe-
KOMOry B CBOEI NOBCEAHEBHON MpaKTUKe: KakK pe3koe MoBbliLle-
Hue MCB, TaK 1 UX NOHWKEHWE CUTHAM3NPYIOT O NaToornyec-
KOM TeuyeHUU 6epeMeHHOCTM (Yrpo3a npepbiBaHUA GepeMeHHOocC-
TU, HaIMYNE TeHUTaNbHbIX UH(EKL NI 1 4p.), YTO AUKTYET yrny6-
NeHHoe obcnefoBaHMe 3TOW GepeMeHHON C MPOBeAEHMEM COOT-
BeTcTBYtOLero nevyeHus (Kaweesa T.K. v gp., 1999). B 80-95%
cnyyaeB n3meHeHuss AP cBA3aHbl C HAIMYMEM aKyLLEepCKOol na-
Tonornu y matepu. He6naronpmaATHbIA NPOrHO3 AN COXpaHeHus
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6epeMeHHOCTM BO3HMKaeT Kak npu runocekpeumn XIY, Tak
M NPpU rMNepceKkpeLmm nnm pesknx KonebaHmax ypoBHs ropMmoHa
(Csetnakos A.B. n ap., 1997). bepeMeHHbIe € NOBbILLIEHHbLIM (6e-
nee 2 MoM) cogepxxaHunem AP nnn XIr'Y B KpoBY Mo pesynbTa-
TaM OMOXMMMYECKOro CKpMHUHra B 15—18 Hef. oTHOCATCA
K rpynne BbICOKOr0 pMCKa No pa3BMTUIO NAaLeHTapHOl HegoCTa-
TOYHOCTW W TUNOTPOUY MN04a M HYXAAKTCA B AOMONHUTENb-
HOM 06CnefoBaHMM U NPOUIAKTUKE [aHHbIX aKyLlepCcKux
ocnoxHeHui (FarapuHa A.B. v gp., 2002).

BepemeHHble, Y KOTOPbIX B CKDUHWUHIOBbIE CPOKM OTMEYaeTcs
nosbiweHne XIY, oTHOCATCA K rpynne MOBbILWEHHOr0 pUCKa
NpexAeBPeMEHHbIX POLOB W HYXAAITCA B NPOPUIAKTUKE HEBbI-
HawmBaHnA. OTMEYEHO, YTO OAHOIN U3 BOSMOXHbIX MPUYMH MO-
BbiLeHUA ypoBHA XI'Y MOXeT 6bITb MO3aULM3M XPOMOCOM, Orpa-
HUYEHHbIA nnaueHTol (cMm. rnasy X), ABNAKOWMIACA (aKTOPOM
prcKa NpexaeBpeMeHHbIX POAOB M MnaleHTapHON HeaocTaTou-
HOCTW Ha (hOHe HapyLUEHW co3peBaHMs NAALEHTbl U U3MEHEHNS
MaTO4YHO-MNaleHTapHoli remognuHamuku (KysHeuosa !.B. u gp.,
2002). B nocnefHux paboTax NOATBEPXKAAETCA, UYTO cpeaun Gepe-
MEeHHbIX C BbICOKUM cogepxkaHnem XI'Y n A®I n aHoManbHbIMU
nokasatenaMmyu remMOAMHaMUKN HabnofaeTcs BbICOKWIA YPOBEHb
HebnaronpuAaTHbIX NCX0[oB bepemeHHocTM (Audibert F., 2005).

Y 6epeMeHHbIX, MONaBlWKUX KakK B rpynny pucka no Clh, tak
n no A3HT, HabnogaeTcs NOBbILIEHME BEPOSTHOCTU 06Hapy»xe-
HuA y nnoga gpyrux BMP B 14,5 pas, Apyrnx XpOMOCOMHbIX aHO-
manuii - B 36,3. MNpeaknamncus BCTpeyaeTcs Yaule B 6,7 pasa,
ManoBeCHble feT - B 9,7 pas, npexaeBpemMeHHble pofbl - B 5,9,
BbIKMAbIWW UAN BHYTPUYTPOOHasA rmbenb nnofda B 11,8 pasa, yem
Y XEHLWMWH ¢ HopManbHbIMKU napameTpamun MCB (Chitayat D. et
al., 2002). C yueTtom Bcex 4 nokasateneit |1 TpumecTtpa, Beca 6epe-
MEHHO 1 cTaTyca KypunbLLinKa MOXHO npeackasats 23% cnyya-
€B POXJEHUS ManoBecHbIX AeTein (MeHee 2500 r) n 39% —ou4eHb
Hu3koro Beca (MeHee 1500 r). Ha ocHOBaHMM aHanM3a UCXOAO0B
6epemeHHOCTEN Y 42259 XXEHLUUH, Y4aCTBOBABLUNX B CKPUHUHTE,
CAenaH BbIBOJ, YTO >KEHLLMHAM, MONasWUM B Fpynny pucka no
BC, pekomeHpyeTca npodunakTuka runotpopumm nnoga
(Huang T. et al., 2003).

| TpumecTp. PaboTbl NOCNELHUX NET CBUAETENILCTBYIOT O TOM,
4TO BMOXMMMNYECKUIA CKPUHUHT B | TpumecTpe 3h(heKTUBHO Bbl-
ABMIAeT HE TO/IbKO XPOMOCOMHYIO MaTo/iornio, HO 1 rpynny BbiCo-
KOro pucka no OcCnoXxXHeHnaAMm 6epeMeHHOCTU. MoAo6HbIX My6-
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NNKaLWA MHOTO, HO MX pe3ynbTaTbl MPOTMBOPEUMBLI. Mpu pet-
POCNEeKTUBHOM aHann3e NCXo0B 6epeMeHHOCTel NoKasaHo, 4To
y 60 6epeMeHHbIX C pa3BUBLLMMCA BNOCNEACTBUN recTo3oMm (npe-
3K/lamncuein) nokasatenu cpegHero ypoHs XI'Y v nHrnbuHa
A 6bln JOCTOBEPHO MoBbIWeHbl (1,36 1 1,4 MoM). Ecnu pac-
cumTaTb PUCK MO BYM MapKepam, TO npumepHo 23% cry4yaes
recTo30B MOTYT ObITb NpefcKa3aHbl elle B 16 Hel. 6epemMeHHOCTH
¢ 95% BeposaTHocTbiO (Lambert-Messerlian G.M. et al., 2000).

Ba)xHOe MPOrHOCTUYECKOE 3HAYEHNE UMEET U U3YYEHUe YpOoB-
Hs 6e/iKa, acCoUMMPOBaAHHOrO ¢ 6epemMeHHOCTBI0O —PAPP-A. Tak,
npu aHanuse ncxofos pogos 8012 eHWWH, 06CnefoBaHHbIX B
| TpMmMecTpe ¢ NOMOLWb KOMBUHMPOBaHHOTO ¥3 n bC, 6b1s10
YCTaHOB/IEHO, YTO BEPOATHOCTb 3af,ePXXKM Pa3BUTUSA NNoLa NoOBbI-
WwaeTcs B 5,4 pa3a, ecnu cogepxxaHme PAPP-A Huxke 1-ro nepueH-
TUNA 1 B 2,7 pasa, eciu ypoBeHb cB060AHON P-XI'Y Huxke 1-ro
nepueHTUns. MNpexzaeBpeMeHHble podbl (paHee 34 Hed.) HacTyna-
10T B 2,3 pasa vauwe y 6epeMeHHbIX, B KPOBM KOTOPbIX YPOBEHb
PAPP-A HuXe 5-ro nepueHTuna n B 3,5 pasa - ec/iv cofepxxaHue
cBo6ogHON p-XT'Y Bbiwe 99-ro nepueHTuna (Krantz D.A. et al.,
2004). Mpw cpaBHeHUKU rpynnbl U3 2097 6epeMeHHbIX C HOpManb-
HbIMU nokasatenamm MCB 1 216 6epeMeHHbIX C LOCTOBEPHbIMYU
OTKNOHeHUAMM cogepxxaHna PAPP-A n ceobogHoli P-XI'Y oTme-
UEHO YBeNWYeHWe yucna HebnaronpuATHLIX UCXOA0B GepemeH-
HOCTWM BO 2-i rpynne B 2,4 pasa a 419 CNOHTaHHbIX abopToB
1 npegnexaHua nnaueHtTol —8 11 pa3 1 B 4,3 pasa COOTBETCTBEH-
Ho (Liu S. et al., 2004). Mpu aHanu3e ncxogos 1779 6epeMeHHOC-
Teii B LUBeiuapumn 66110 OTMEYEHO MOBbILLEHWNE LOSIN YTPOXKAt0-
WMX COCTOAHMIA MPW BbICOKMX MokKasaTenax XY u yeennueHue
4acToTbl CMOHTaHHbLIX abOPTOB W MPEXAEBPEMEHHbLIX POAOB -
npu HU3KMX ypoBHAX PAPP-A (Kabili G. et al., 2004).

VimMeloTCca TakXe AaHHble, YTO WM30/IMPOBAHHOE MOBbILLIEHNE
cogepxxaHus cBobogHoi P-cyobeanHnubl XY He ABnseTca yka-
3aHMEM Ha NOBbIWEHHbI PUCK PpasBUTUSA recTo3a U ApYrux
OCNOXHeHun 6epemeHHocTn (Brajenovic-Milic et al., 2004). He
MMEET NPOrHOCTMYECKON 3HAYMMOCTM 415 3TUX OC/IOXKHEHWIA Be-
PEMEHHOCTM W Takoil Y3-mapkep | TpumecTpa, Kak TBI
(Tsai M.S., 2002). C gpyroii ctopoHbl, TBIM 6onee 99-ro nepueH-
TUNA 1 cBo6ogHas p-XI'Y meHee 1-ro nepueHTUIA accoLMmnpoBa-
Hbl C yBE/MYEHMEM uucna BblKMAbIWeA B Tpu u 6onee pasa
(DugoffL. et al., 2004).
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CofepxaHvie MHrMbumHa A 1 ero a-cy6benHNLbI 3HAYNTENb-
HO BbILLE B KPOBWM GEPEMEHHbIX C reCTO30M MO CPaBHEHWUIO C HOP-
ManbHO MpoTeKatowen 6epemeHHocTbio (Fraser R.F. et al., 1998).
Mo cpaBHEHWMIO C HOPMOTEH3VBHBLIMU ClyYasMun YPOBEHb aKrMBU-
Ha A B | TpumecTpe 6epemMeHHOCTM OKa3asicsl 4OCTOBEPHO Bbille
y 131 6epeMeHHOW ¢ pa3BUBLUMMCS MO3XKe recTo3oM Ny 77 - ¢ rm-
nepteHsuen (1,49 n 1,32 MoM) no cpaBHEHUI C HOPMOW
(1,0 MoM) (Ong C.Y. et al., 2004).

MpofonxatoTCca aKTUBHbIE MOUCKW HOBbIX MapKepos, Mo3Bo-
NAOWKX NpeAcKasaTb He61aronpuATHbIA Ucxon 6epeMeHHOCTU.
Hanpumep, ycTaHOBNEHO, YTO B MOYe 6epeMeHHbIX C PUCKOM rec-
TO3a CHMKAETCA YPOBEHb NaLeHTapHOro haktopa pocTta u npo-
aHrnoreHHoro 6enka (Lambert-Messerlian G.M. et al., 2004). N3-
MEHAETCA TaKXe YPOBEHb KOPTUKOTPOMUH-PUAU3MHT TOPMOHa
n ero ceasbiBatollero 6enka (Florio P. et al., 2004). Ewe ofHuM
paHHWM NEpPCneKTUBHbLIM MPOrHOCTUYECKUM NPU3HAKOM rectosa
ABNSETCA NOBbILLEHME COofepXXaHua heTanbHoi [JHK B kpoBu Ma-
Tepu. YBenuueHune KoHueHTpauun AHK nnopa B nepudepuyec-
KoV KpoBu MaTepu B 15 Hed. 6epeMeHHOCTM acCcoLMMPOBAHO C 8-
KpaTHbIM yBenuyeHnem pucka recrtosa (Cotter A.M. et al., 2004).
3a 3 HeA. [0 NposiBAEHUS NPU3HAKOB rectosa y 43 6epeMeHHbIX
ypoBeHb (heTanbHoii AHK yBennumnsancs B 4 pasa (Sekizawa A.
et al., 2004). EcTeCTBEHHO, YTO feTa/lbHOEe PacCMOTPEHUE 3TOro
Kpyra BONpOCOB BbIXOAMUT 38 paMKMW JaHHOW MOHOrpagum.

7.17. AJITOPUTM B3AUMOAENCTBUA PA3NNYHBIX

CNYy>XXb NOPOAA B NMPOIrPAMME MPOPUTAKTUKA

BPOXXAEHHbLIX NMOPOKOB PA3BUTUNA

YcnewHas peanvsanmsa nponnakTnyeckoidi nporpaMmel BO3-
MOXXHa TOMIbKO MpW YeTKOW 0TpaboTKe anroputma B3anMOLencT-
BMSA BCEX YUPEXAEHWUI, 3afeiiCTBOBAHHbLIX B OCYLLECTBAEHUU
CKPUHUHTa: aKkyLlepcKo-ruHekonormnyeckux Ny, naboparopuu,
OCYLLeCTB/AOLWEA NpeHaTaNbHbIA CKPUHWHT, MEeAWKO-reHeTu-
4eCKOro LeHTpa, KabMHeTOB YNbTPa3ByKOBOW ANAarHOCTUKM, LEeH-
TPOB M/IAHMPOBaHMA CeMbW, NabopaTopuy NpeHaTanbHON Aumar-
HOCTUKMW, NaToN0ro-aHaTOMUYECKON cnyx6bl. OCHOBOW ycneLwu-
HOli paboTbl ABNAETCA MOHMMaHMe NPOPUNAKTUYECKOW Hanpas-
NEHHOCTMW AeiCTBMIA U CYyTW BUOXMMUYECKOTO CKPUHUHTa Bpaya-
MU XKEHCKUX KOHCYNbTauuii. Cxema anroputma 6MoXMMM4ecKoro
CKPWHWUHTa B | TPUMECTpE, a TakXke airopuTM KOMOUHUPOBAHHO-
ro bC B | n Il TpumecTpax, pa3paboTaHHble W BHEAPEHHbIE
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B MPaKTuKy cnyxo6bl MM CaHkT-MeTepbypra npnBefeHbl Ha pu-
CyHKax 7.1, 7.2. Mpwn nepBoM o6pawieHnn H6epeMEHHON B XKEH-
CKYK KOHCY/bTauuio Bpay co06LLaeT el 0 BO3MOXHOCTM NpoBe-
[eHns BUOXUMUYECKOTO CKPUHWMHIa Ha XPOMOCOMHYIO MaToso-
rnio Kak B |, Tak n Bo Il TpumecTpe 6epeMeHHOCTH, UH(OPMUPY-
€T 0 HeoO6XOANMbIX fanbHeLWnX 4eAcTBUAX No pe3ynbTatam BC.
KomnnekcHas cucTemMa obcnefioBaHns 6epeMeHHbIX MPUBOAUT K MO-
BbILLIEHWI0 3(D(PEKTUBHOC T U MHBA3VBHOM NpeHaTa/lbHON AnarHoCc Tu-
KW, BO3MOXKHOCTW MHAMBUAYa/ILHOTO MOAGOPa ONMTUMAasbHOTO anro-
pVUTMa BefieHNs BepeMEeHHON 1, B LIEIOM, K CHU>KEHMIO NMeprHaT aslb-
HO CMePTHOCTMW B PermoHe.

I'IEPCI'IEKTI/IBbI BNOXNMUYECKOI,D HAHIA
“ﬁ‘ﬂ%ﬁ ‘
|_|0VICK HOBbIX GUOXUMUYECKNX MAPKepOoB, OTK/IOHEHWe KOTO-
pbIX MO3BOJIAT NyYLLE OLEHUTb COCTOAHWE MJIOLa, NPUBeN K uc-
CNefoBaHMI0 KOHUEHTpauumn cBobogHoii AHK B KpoBu matepw.
3TOT napamMeTp onpegenancs To/bKO Y NA0A0B MYXCKOro nojsna,
n ypoeeHb A HK nnoga B kposu y 15 6epemeHHbIx ¢ C, y nnoga
okasancs B 1,7 pa3a Bbllle, YeM C HOPMasbHbIM KapuOTUMOM.
YyBCTBUTENLHOCTbL AaHHOro Mapkepa gocTturaet 21% npu 5%
NMP. Ecnn fo6aBuTb Takoe uccnefoBaHne K KBagpo-TecTy bC,
YYBCTBUTE/NLHOCTL YBenuuusaetca ¢ 81 o 86% npu ToOM e yuc-
ne NP (5%). AanbHelilee cOBEpLUIEHCTBOBaHME 3TOr0 MeTOAa,
B YaCTHOCTU, BO3MOXHOCTb TOYHO U3MEPATb KOHLEHTPALMIO CBO-
6ogHol eTanbHol AHK B KpoBM MaTepy Npu XXEHCKOM Mofe
nnofa mMorsno 6bl CyLLeCTBEHHO YBENNYNTL MHDOPMATUBHOCTD Ta-
koro Tecta (Farina A. et al., 2003). OTMeTVM, 4TO Takas «(noTu-
pytolaa» B kposu matepu JHK n PHK nnoja B HacTosLlee Bpe-
M Ha4yMHaeT NCMOJb30BaTbCA M 418 NPAMOIA HEUMHBA3MBHON AN-
arHOCTUKM XpPOMOCOMHbIX 60ne3Heit nnoga (cm. rnasy XV).
Hanb6onee MHTEPECHbIM HOBbIM MapKepOM XPOMOCOMHOW na-
Tonornn asnsetca 6enok ADAM-12 (A disintegrin and metallo-
protease). benok npeacraBnseT co60ii accoLMmMpoBaHHyto ¢ 6epe-
MEHHOCTbIO MeTaINIoNpoTeasy, paclennaoLyro 6enkun cBa3blBa-
HUA WHcynuMHonopobHoro haktopa pocta (MM®P). MeTtogom
BectepH-6nota ADAM-12 onpepgensetcs B CbIBOPOTKE KPOBM
y 6epeMeHHbIX, HO OTCYTCTBYET Yy HebepeMeHHbIX XXeHLWnH (Shi Z.
et al., 2000). bonbline konnyectea MPHK ALAM-12 06Hapyxu-
BatoTcs B nnaueHTte (Gilpin B.J. et al.,1998). Bnepsble ero npea-
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Loxunu ucnonb3osaTs Ans 6C B 2003 rogy, Korga 6binn 06Hapy-
>KeHbl 4OCTOBepHble oTanuunsa yposHa ADAM-12 B | TpumecTpe
npun CA y nnofa (Laigaard J. et al., 2003).

KomMbuHaums pasnnyHbiX MapKepos Npu GUKCUMPOBaHHOM KO-
nnyectse JIMNP (5%) no3sonseT NonyyaTb CnefyroLmne pesynbTarbl:
YyBCTBUTE/IbHOCTb KOMOUHMPOBAHHOIO TecTa B | TpuMecTpe goc-
TUraeTt 76%, mHTerpansHoro Tecta (TBI1, PAPP-A, A®TI, XTIy,
H3 un nHrA) 86%. UTobbl BbifBUTL 90% C/, Hafo yuntbisath TBIM,
cB060aHyt0 P-XI'Y, ypoBeHb npoMBIM n A®I - Bo Il TpumecTpe.
Ecnu xe nccnegosaHve npoMBIT 06beanHUTL € TPORHBLIM TECTOM
B0 Il TpumecTpe, TO YyBCTBUTE/ILHOCTL MOBbLILIAETCA C 62 A0 83%,
T.e. CTAHOBUTCA BbILLE, YEM MPU UCNONb30BAHUW UHTA (YyBCTBU-
TeNbHOCTL A0 69%) (Rode L. et al., 2003).

Han6osee MHOroo6eLLatoLiM B NaHe NoBbIWeHNs 3 heKTnB-
HOCTW ob6eLLaeT 6bITb CKPUHUHT 6 Mapkepos: A®TI, XI'Y, ceoboa-
Haa p-XI'4Y, PAPP-A, npoMBI n TBIN. AHann3 156 o6pa3uos ma-
TepuMHCKoM Kposu npu CJ, y nnofa n 546 KOHTPO/bHbIX 06pasLoB
nokasan, YTo Npv OnpeAeneHHON KOMBUHALUM MapKepoB MOXHO
Mony4nTb YyBCTBUTENBLHOCTL 73, 69 1 60% npun 5% JIMP. Mpwu go-
6aBneHun uccneposaHus TBI v nopore ot6opa rpynnsl pycka
1/400 4yBCTBUTE/ILHOCTb MOXHO MOBbLICUTL A0 86, 83 1 82 ¢ JIMP
4,3; 4,1 n 3,8% cootBeTcTBeHHO (Christiansen M. et al., 2004).
Paemaaoﬂwpmmo'%rmamam

/H/HaOH KHQETHTO
gf)BpeMEHHbIX YCNOBUSAX O,qHMMpM3 BaXXHbIX (haKTOPOB Mpo-
BeeHNA NPOPUNAKTUUECKUX MESULIMHCKUX MEPONPUATWIA ABNSA-
eTcA 3KOHOMUYecKasa 060CHOBAHHOCTL. [laTCKuMe yyeHble npega-
raloT CBOKH 3KOHOMWYECKWM OMpaBAaHHYK MOfeflb CKPUHMHTA.
BUOXMMUYECKNI CKPUHUHT OCYLLECTBNAETCA B paHHeM | Tpumec-
Tpe uccneposaHue TBI1 npoBoAMTCA TO/ILKO Fpynne ¢ norpaHny-
HbIM puckom (MeHee 1/65 n 6onee 1/1000). TBIM onpegensetcs
TONbKO Ana 19,4% 6epeMeHHbIX U3 FPyMmnbl NOrPaHUYHOr0 PUCKA.
C nomoublo CTaTUCTUYECKUX METOLO0B CTPOUTCSA MOJE/b pacnpe-
[lefleHns, KOoTopas COOTBETCTBYET YyBCTBUTE/NbHOCTM 78,9% npu
4 0% JIMNP. Mpw cTaHAAPTHOM CKPUHWHIE YyBCTBUTENILHOCTL CO-
ctaenset 85,5% un MNP - 4,4%. CHmKeHne uccnegosaHmsa TBI
BeJEeT K MOBbILLEHUIO YNCNA POXAEHHbIX AeTeil ¢ CJ, ¢ 23 no 29%.
CToMmoCTb OAHOMO NpegynpexaeHHoro cnyyas CLl B Takow npo-

rpamme coctasuna 53 000 dyHTOB cTepamHros (91 000 pyHTOB -
ans o6blyHOro BapmaHTa) (Christiansen M., Larsen S.O., 2002).
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BapuaHT nsmepeHua TBI1 BMecTe ¢ NOBTOPHLIM OMpefesieHun-
em HO n PAPP-A B | u Il TpumecTpe obecrneumBaet 85% feTek-
umo npu 0,3% JIMP, 4TO CPaBHUMO C UHTErpasbHbIM CKPUHUH-
rom - 85% npu 1,2% NMP (Wright D.E., Bradbury I., 2005).

Takum 06pa3oM, ek TUBHOCTb GMOXUMUYECKOTO CKPUHUHIA
MO>KET MOBbILLATLCA KaK 3a CHET YBENNYEHNS KONMYeCTBa UCMO/b-
3yembIX MapKepoB, VX OMTUMa/bHOTo nogbopa, Tak v 3a CHeT CHU-
YKEHWA YMCa IOXKHOMONOXKU TENbHBIXPE3Y/Ib TaTOB My TeM UCMOo/b-
30BaHWA KOMOUHALMM pasnnyHbIX Mapkepos B | 1 11 TpumMecTpax.
MakcumasbHas adhtheKTUBHOCTb JOCTUraeTca B TeX Uccnesosa-
HUAX, e YeTKO NPojyMaHa opraHmnsaumsa NpoBeseHns GUoxXuMmmyec-
KOr0 CKpPUHWHra 1 CTaHgapTun30BaHbl TpeboBaHMs K Y/bTPa3ByKo-
BbIM MapamMeTpam, UCrosb3yeMbIM B KOMOUHMPOBAHHOM CKPUHUHTE.

SAKNOYEHNE

B HacToswee BpeMs paspaboTaHbl U LLUKPOKO WUCNOMb3YHOTCA
B /[l cTaHfapTHbIe BapuaHTbl CKpuHuHra MCBE Bo |1 TpumecTpe,
KOMbBuHMpoBaHHoOro (Y3 + MCB) B | TpuMecTpe 1 MHTErpasbHo-
ro ckpuHuHra (I + Il TpumecTpsl). Boibop BapuaHTa BC onpege-
ngeTcqd OpraHn3auMoHHbIMU, (UHAHCOBLIMU, BHYTPEHHUMMU
M [aXe HaLMOoHaNbHbIMU OCOBEHHOCTAMY OpraHu3aLmm CUCTEMbI
3paBooxpaHeHns u cnyx6 MM Kax[oi cTpaHsbl.

Bo Il TpumecTpe nccnefoBaHne MapKepHbIX 6eIKOB CbIBOPOT-
KW KpoBU GepeMeHHbIX 0becrneymBaeT (hOpPMUPOBaHWE TPYMMbl
XKEHLLMH BbICOKOr0 pUcka no poxaeHuto aetein c A3HT v pagom
apyrux BIP, a Takke no Hanuumio cuHapoma fayHa y nnoga.
Ona A3HT 4yyBCTBMTENLHOCTL CKPUHMHIra gocturaet 98% npu
aHaHuedanmm n 90% Ana CNMHHOMO3rOBOM FPbDKM OTKPbLITOrO
Tuna. Mpu CL 4yBCTBUTENbHOCTb BUOXUMUYECKOTO CKPUHUHTA
focturaet 67—72% npu 5—6% N0XHOMNONOXUTENbHBIX pe3ynbTa-
ToB. B | TpumecTtpe uyBcTBMTENbHOCTL BC nosbilwaeTca Ao
88—90% (uacTb nnogos ¢ C He poxwusaloT fo 16 Hep.). Hau-
MEHbLLEe YMCNO SIOXHOMONOXKUTENbHBLIX PesynbTaToB fOCTUTaeT-
cA Npu KOMOGWMHMPOBAHHOM MOAXOAe C Y4yeTOM Y3-MapKepos
(TONLLMHBI BOPOTHUKOBOIO MPOCTPAHCTBA M AMHbI HOCOBOW KOC-
Tn). Mpu HopManbHOM KapuoTume nnoja 6epemMeHHble CO 3Hauu-
MbIMW OTK/IOHEHUAMW MapKepHbIX GeflKoB COCTaBMAT rpynny
MOBbILIEHHOIO PMUCKa NO PasBUTMIO NaLeHTapHOW HezocTaTou-
HOCTW U TUMOTPOUN MN0Aa U HYXAAKTCA B LOMNOJIHATENIbHOM
o6cnefoBaHNN W MpPoBefeHNM NPOMUNAKTAKM  aKyLIEPCKUX
OCJIOXKHEHUIA.
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PaccMOTpeHbl NepcrekTuBbI JabHeillero coBepLleHCTBOBa-
HUS MPOrpaMm 6MOXMMUUYECKOTO CKPUHMHIA C LIEMb0 NOBbILLIE-
HUSA 3 (EKTUBHOCTI 0TOOPA XKEHLIUH FPYNMbl BLICOKOTO PUCKa
BPOXX/EHHOI 1N HacneCTBEHHOI naTonoruy nnoga.



FNABAVII. Y/IbTPA3BYKOBOW CKPUHUHI

YnbTpa3BykoBoe uccrnegosaHue (Y3W) ABnseTcsd OCHOBHbIM
NPSMbIM HeWHBa3UBHbIM METOAOM MNpPeHaTaNbHOW AUArHOCTUKM
(cm. rnasy VI). ¥3U no3Bonset He TO/IbKO YCTAHOBUTL Ha/nyne
6epemMeHHOCTM, HO 1 HabnoAaTh 3a NpoLeccamm pocTa u pasBu-
TS 3MOPUOHA, CBOEBPEMEHHO BbISBIATL 3aMepLly0 GepemMeH-
HOCTb, BHEMATOUYHYI0 6epeMeHHOCTb, YCTAHOBUTb NPUUNHY KPO-
BSHUCTbIX BblAENEHWNIA, 3aN0403pUTb HANMYME XPOMOCOMHO na-
Tonoruun nnoga. Y3 aenserca efUHCTBEHHLIM METOAOM, MO3BO-
NALWNUM BbIABUTL MOPOKMK pa3BuTUA nnoja. besonacHocTs Y3U
npu 6epemMeHHOCTUN, HauMHas C ee paHHUX CPOKOB, MOATBEPXe-
Ha uccnefoBaHMAMU AMEPUKAHCKOT0 WHCTUTYTa YnbTpasByka
B MeJULUHe, B X0fe KOTOPbIX HE Obl/I0 YCTAHOB/IEHO KakuX-nnbo
N3MEHEHWUI TKaHel M KNeTOK MAEKONUTAKXLLX Mpu 06/yYeHnm
MX YNbTPa3ByKOM NOA06HOIN MHTeHcuBHOCTU. pu ncnonb3osa-
HWUW 3TOr0 MeTOAa Ha NPOTsXXeHMU 6onee 20 neT He 6b110 NoNyYe-
HO JaHHbIX O BO3HUKHOBEHMMN KaKnX-11mbo 0CNOXHeHWI Y nnoja.

B cooTBeTCTBUM C peKkOoMeHAauMaMu EBponeiickoii accouna-
UMM N0 nepuHaTasbHON MeauLMHe BO BpeMsi 6epeMeHHOCTM pe-
KOMeHAyeTcs nposegeHune tpex ¥Y3W. BoinosnHeHne ¥Y3U B onTu-
MaJibHble AN 3TOr0 CPOKM NO3BONSET UCKIOUYUTL HONbLINMHCTBO
MOPOKOB PasBUTMA y M04a U BbISBUTb Mapkepbl XpOMOCOMHOA
natosiornn. [ina Kaxgoro cpoka CyLLecTBYIOT YETKME Len 1 3a-
faun Y3W, a Takke peKOMeHpauuu Mo fanbHeilemy BefeHWHo
6epeMeHHOCTM Npn Hanmuuu BMP nanm mapkepoB XpOMOCOMHOIA
natonorum nnoga. EBponeickoi accoumnauuein no nepmHatasb-
HON MefuMLUUHe 0406peHa cnefytowas cTpaTerus:

. Kaxpaoii 6epeMeHHOl peKoMeHA0BaHO TpexkpaTHoe Y3U
nnoga (1-7 ypoBeHb).

Llenb uccnepgoBaHns —oueHKa 06Lero coctofaHWA Nnoaa,
€ro COOTBETCTBUSA CPOKY 6GepeMeHHOCTW, onpefeneHve 4ucna
NN040B, PACcMONOXEHUS NaueHTbl M 06beMa OKOMOMAOAHbIX
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Bof. OCcHOBHad 3afiava - onpejeneHne HoOpPMbl AN HaNU4uug oT-
KNOHEeHWIA OT HOpMbI. Tak Kak Y3 1-ro ypoBHA npegnonaraet
obLiee akywepckoe Y3W, OHO BbINOMHAETCA BpavyamMu XEHCKUX
KOHCYNbTaLWA, X03PacyeTHbIX MOMKANHUK W LEHTPOB, OCy-
LW EeCTBNAOLWMX BefeHUe GepeMeHHbIX, a TakXXe rMHeKonornyec-
KMX CTaLMOoHapOoB.

» CneunannsnpoBaHHoe npeHatanbHOE Y/bTPa3BYKOBOE WUC-
cnepoBaHue (2- ypoBeHb).

Ero uenblo aBndetca getanbHoe M3yyeHWe aHaTOMWUW Mnoga
419 BbIAB/IEHMS NH06bIX BUAOB HapYLLEHWIA pa3BUTWSA 1 NpoBeje-
HUS 06Leil CMHAPOMaNbHON AMAarHoCTMKW. 3afjada uccnenosa-
HUSA —pas3peLleHne Bcex BOMPOCOB OTHOCUTENIBHO Hanmumna (Mam
OTCYTCTBWS) HapyLUEHWIA pa3BUTUA NI0Aa, paHee 06HaPY>KEHHbIX
Ha 1-m ypoBHe. ccnenoBaHnsa BTOPOro YPOBHSA BbIMOJHAIOT Bpa-
yu, npowealine cneymanusanuio no MA BpoXKAEHHLIX HapyLle-
HUI pa3BuTMA noga (Creynann3mpoBaHHbIE YUYPEXAEHNS UK
oTAeneHus).

e BepeMeHHble rpynn BbICOKOr0 pucka Ao/MKHbI BbITh onpee-
NEeHbl Ha NepPBOM YPOBHE Y/bTPA3BYKOBOIO CKPUHWHra u 6onee
JeTanbHOo 06cneoBaHbl Ha BTOPOM YPOBHE.

« O6cneaoBaHMIO Ha 3-M YPOBHE NOAJIEXAT 6epeMEeHHbIE C He-
O[HO3HAYHbIMWU pe3ynbTaTtaMu, MoSyYeHHbIMW Ha MpeablayLmnx
YPOBHSAX, 0CO6EHHO NPY NOLO3PEHUN Ha HanyKe y njoja aHo-
Manuii pasBMTUS CepAevyHO-COCYAUCTON M HEPBHOW CUCTEM.
JKCnepTHOe npeHartanbHOe Y/bTPasBYKOBOE MUCCNefoBaHUE Bbl-
MOSIHAETCA C LeNblo YCTaHOBNEHWS OKOHYaTeNnbHOro AvarHosa
M CNOCOBCTBYET BbIPabOTKE ONTUMANbHON TaKTUKU fanbHenLwe-
ro BefileHns 6epeMeHHOCTH. ViccnefoBaHUA Ha 3TOM YPOBHE [0/-
XXHbI BbIMONMHATL Bpauun Y3/, npollefLlmve cneymanunsaunio B 06-
NacTu MpeHaTanbHOW AMArHOCTUKW BPOXAEHHBIX HapyLleHWi
pa3BUTMUA MA0L4A W UMEKLMNe OMbIT UCMONb30BaHNSA HOBEMLIMNX
TEXHOMOTMIA 1 cneunanbHbIX METOA0B McCneaoBaHUa (gonmnne-
pOMeTpUSA, 3XoKapamorpagus, HeilpocoHorpadus). OueHka pe-
3y/NbTaTOB UCC/Ief0BaHUA Ha 3-M YPOBHE AO/DKHA MPOBOAUTLCA
COBMECTHO C FeHeTMKamu, HeoHaTo/soramu, neguarpamu, get-
CKUMMW XMpypramu, KapauosnoramMmv v ApyruMu crneymanmctamu.

[aHHble pekoMeHJaumu O6bINM Y4YTeHbl MPU COCTABIEHUU
Mpukasa Ne457 M3 Pd ot 28.12.2000 r., KacatoLlerocs gasibHei-
Wwero cosepleHcTsoBaHua M4 s PO.

B HacTodAlee Bpema cornacHo PacnopsxeHuto Ned5S ot
21.02.2005 r. B CaHKT-INeTepbypre BBeAeHa nporpaMma o6s3artesb-
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HOr0 YNbTPa3ByKOBOI0 CKPUHWMHIA, KOTOpasA BK/IHOYAET TPU Ucche-
[loBaHUWA Mpu cpokax bepemeHHocTn 10—14, 1822 n 32—34 Hep,

8.1. CKPUHNHIOBbIE Y/1IbTPA3BYKOBbIE

NCCNEOOBAHMA B 10-14 HEAE/Tb BEPEMEHHOCTW

Mpwn ynbTpassykoBom uccrefosaHum B 10—14 Hep. onpegens-
eTCH XXM3HEeCNOoCco6HOCTb N0AA, YMCAIO NOA0B B MAaTKe, YyTOUHA-
eTCA CPOK 6epemMeHHOCTU (4TO BaXHO A/ OLEHKW pe3ynbTatos
6UOXUMUYECKOTO CKPWHUHTa B 15-18 Hed. 6epeMeHHOCTU
N OLEHKM TEMMOB pOCTa nsoga Npu nocnegytowemM nposeseHnn
YNbTPa3BYKOBbIX MCCNef0BaHW), UCKIOYalTCa rpybble aHaTo-
MWYECKMEe MOPOKN pasBUTUA U OMNPefenstoTcs MapKepbl XpoMo-
COMHOW matonormu. Pa3paboTaHbl CTaHAapTHbIe MPOTOKOAbI Y3
nccnegosanusa nnoga B | TpumecTpe 6epemeHHocTw (Mpukas
Ne457 M3 P® ot 28.12.2000 r.).

Mpwn NpoBefeHN CKPMHMHIOBOrO YNbTPa3BYKOBOro UCCNe0Ba-
HWA B | TPMMECTpe OLeHNBAETCA COCTOSHUE CedyoLWwmMX aHaToOMK-
YECKMX CTPYKTYP: FOM0BHOM MO3r («thurypa 6aboukn»), cepaue, ne-
peaHsAs OprOLWHaA CTeHKa, NO3BOHOYHUK, BEPXHUE U HUXHUE KO-
HeyHocTK. [leTaflbHO MeToAMKa 06CNef0BaHNA U aXorpaduyeckoe
n300paXKeHne Kak HOpMasbHbIX aHaTOMUYECKMUX CTPYKTYP Nnoga,
TakK ¥ NaTonorMyeckunx, Npescras/ieHbl B CNELNann3npoBaHHbIX py-
koBogcTtBax (CHaiigepe P.Ox.M., Hukonamgec K.X., 1997,
Nicolaides K.N. et al., 1999; FOauHa E.B., Meageses M.B., 2002).

Mpy NpoBefeHNM CKPUHMHTOBOTO Y/IbTPa3sBYKOBOrO UCCMELO0-
BaHuA B | TpuMecTpe Heo6X0ANMO YAeNATb BHUMaHMe Takoi 3Kce-
TPasmMOpUOHaNbHON CTPYKTYPE, KaK XeNTOUHbIA MeLLoK. 9xorpa-
(hMYECKN XXENTOYUHBI MeLLOK NpeAcTaBnseT coboi OKpyrioe aH3-
X0reHHoe o06pa3oBaHWe AMaMETPOM 4—5 MM, pacnosioKeHHoe
B LlenoMmyeckoin nonoctu. K KoHUy | TpumecTpa 6epemMeHHOCTM
HabnofaeTca 06paTHOE pPa3BUTUE XXENTOYHOrO MellKa, U rocne
12 Hep. OH yXe, Kak npasuno, He eusyanusmpyetca. OTCyTCTBME
3xorpagmyeckoro n306paXkeHMs XXENTOUHOro Melka 0 12 Heg,.
NN ero npexzieBpeMeHHOe UCYE3HOBeHWe ABNSAETCH Hebnaro-
NPUATHBLIM NPOTHOCTUYECKUM MPU3HAKOM W 4acTO OTMeyaeTcs
npu camonpou3BO/ILHOM MpepbiBaHUU 6epeMeHHOCTU. TMpu yBe-
JIMYEHUN UIN YMEHbLLLEHNWN Pa3MepOB XENTOYHOTO MeLlKa Takxe
yBe/NYEeH PUCK CamMOMnpOM3BO/IbLHOIO NPepbIBaHUA GepeMeHHOCTH,
Hann4ymst XpoOMOCOMHoiA natonorun (KO guHa E.B., Meggeges M.B.,
2002) nnm MHOXECTBEHHbIX MOPOKOB pa3BuTusA nnogda (Hekpaco-
Ba E.C. n ap., 2004).
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K MapKepam XpOMOCOMHOI‘/’I nartonoruu nnoga B | TPUMECTpE
68p€M€HHOCTI/I OTHOCATCA TONWWMHA BOPOTHMKOBOIO NpPOCTPaH-
CTBa 1 BU3yanmsauma HoCOBbIX KOCTe nnopaa.

8.1.1 .TonwpmHa BOPOTHNKOBOro npoctpaHcTea (TBIM)

nnoga

B Hauane 90-x rofoB B HeGOMbLUMX CEPUSAX WMCCAef0BaHUiA
6epeMeHHbIX rpynn BbICOKONO0 PMCKa XPOMOCOMHOW NaTonorum
y nfioga coobLanoch 0 CyLLeCTBOBaHMM BO3MOXHON CBA3N MeXay
rMNO3XoreHHOW CTPYKTYPOil B BOPOTHMKOBOM 30He nnoga ¢ 10-i
no 14-i0 Hefento 6EPEMEHHOCTM W Ha/IMYMEM Y HEro XpoMOCOM-
Hoin natonorum (Nicolaides K.N. et al., 1992). OnucaHHoe o6pa-
30BaHMe MOJSyYM/I0 Ha3BaHWE «BOPOTHMKOBOE MPOCTPaHCTBO»
(BM). TBIMT — 310 MaKcMManbHasg BeNMUYMHA 3XOHeraTMBHOrO
yuyacTKa MeXay KOXei nnoga v MArkumm TKaHsSIMU, OKPYXKatoLLu-
MW LWeRHbIA 0TAen No3BOHOYHMKa (cM. puc. 8.1, 8.2, 8.3). OHa
n3mepseTcs B NPOLOSILHOM CEYEHUN NI0AA, NPU KOTOPOM onpege-
NAT BeIMUNHY KONYMKO-TemeHHoro pasmepa (Nicolaides K.N. et
al., 1992). BN Habniogaetca y NA0A0B Kak C HOPMasbHbIM, Tak
M C NaTONOrMYECKUM KapumoTunom. Yalle BCEro OHO CaMOCTOSA-
Te/lbHO Mcyesaet Bo |l TpyMecTpe 1 pedko NpUBOANT K 06pa3oBa-
HUIO LIEHOro OTeKa WK FeHepasn30BaHHOro OTeKa Nioga.

YunTbiBas BaXKHOE [MArHOCTUYECKOe 3HaYeHre 3Toro Mapkepa,
ero n3mepeHune TpebyeT cO6/1I0AEHNA YeTKUX Npasu. Ipu nsmepe-
HUN HeobXoAMMO [0XAATbCA CMOHTAHHOrO LUEBENEeHWs M10ja,
Mpy KOTOPOM OH OTOABWMHETCA OT aMHWOTM4YecKkol obonouku. B
| TpUMecTpe KoXa nioja 1 aMmHMoTHYecKas 060/104Ka BU3yan3m-
pytoTCs B BUAE TOHKUX MeMOpaH, 1 Ana nx guhepeHLMpoBKy Tpe-
ByeTcsa akKypaTHOCTb M TOYHOCTb. V3MepeHve 4OMKHO NPOBOANTb-
CS CTPOro B MPOAONbHOM CevyeHun. M3obpakeHne AO/MKHO ObImhb

Puc. 8.1. N3mepeHmne TONLWMHBI BOPOTHUKOBOrO NPOCTPaHCTBa N1oga (cxema).
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Puc. 8.2. BOPOTHMKOBOE NPOCTPAHCTBO (Y/NbTPa3BYKOBOE MCC/EA0BAHUE).

Puc. 8.3. ¥YBennueHve TONLWUHbI BOPOTHUKOBOIO MPOCTPaHCTBa (3,6 MM).

YBENNYEHO TakMM 06pa3oM, YTOObl Ha 3KpaHe OCTaBasiacb TOJIbKO
rosioBa U BEPXHSS YacTb IPyAHOIA KneTku nnoga. TBI n3mepsetcs
B CaMOM LLIMPOKOM MecTe. Kypcopbl yCTaHaBNMBaOTCS Ha BHYTPEH-
HWe rpaHunLbl 3X0NO3UTUBHBIX IMHWIA, NPeACTaBAAOLLMX COOOI KO-
XY M MATKUE TKaHW NN104a, OKpY>KaroLLme no3BoHOUYHUK (puc. 8.2).

CKPWHWHI  XPOMOCOMHbIX 60ne3Heldi no TBM y nnoga
B 1014 Hen. 6epeMeHHOCTM faeT BO3MOXHOCTb BbIBUTL A0 80%
MJ0A0B C XPOMOCOMHOIA natonorueid. CornacHo 0600LLeHHbIM faH-
HbIM MHOFMX UCCe0BaTeei, MONOKUTENbHBIM PE3Y/IbTATOM CKPU-
HWHra cuntaetcs 3HaueHne TBIM 6onee 2,5 nnm 3,0 mm (Wald N.J. et
al., 1998). Cuctematuyeckuii 0630p nnTepaTypbl, MOCBALLEHHOA
onpefeneHno a(heKTUBHOCTU CKpuHUHra TBIM B | TpumMecTpe Ge-
PEMEHHOCTM, 6bl1 NpeanpuHAT B 1998 . rpynnoi aHrAMACcKux mc-
cnegosateneii (Wald N.J. etal., 1998). bbin chenaH BbIBOA, YTO CKpU-
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HWHT Nno TBI1 nMeeT BbICOKYHO YYBCTBUTENLHOCTb, OAHAKO Pe3y/ib-
TaTbl, NONYYEHHbIE B PasHbIX AMArHOCTUYECKMX LEHTpaxX, UMetoT
3HauMTeNbHbIE OTANYKA. Tak, Hanpumep, NpPU NPOBEAEHUN CKPU-
HWHra no TBI1 B rpynmne »eHLMH BbICOKOro pMUCKa Mo BO3pacTy rne-
pef BbINO/IHEHWEM WUHBA3WBHON AMarHOCTMKM coobLiaetcs o 100%
BbISB/IEHUW MIO0A0B C CUHAPOMOM JayHa (7/7) npu 4acToTe I0XKHO-
NnoNfoXuTeNbHbIX pesynbtatoB 1,0% (1/105) (Szabo J., Gellen J.,
1990).Takoii aBTOPUTET B YNbTPa3BYKOBOW NpeHaTanbHOM AnarHoc-
Tuke, kak Knunpoc Hukonamgec, coobuiaeT o BeisiBneHnn 84% nio-
[loB ¢ cMHapomom JayHa (21/25) npu YacToTe NI0KHOMOIOXKUTE b-
HbIX pe3ynbtatoB 4,5% (55/1227) (Nicolaides K.N. et al., 1994).
Mpn 3ToM Apyrve uccrefosatenii He BbIABUAW HWU OAHOTO MaoAa
¢ cuHgpomom JayHa (0/1) npu yacToTe IOXKHOMONOXMUTE/BbHbLIX pe-
3ynbtaTos 5,0 (13/260) (Komman L.H. etal., 1996).

[Mpwn npoBefeHUN CKpUHUHTA No TBI1 y XeHWWH, He BXoad-
WUX B rPYNMy prcka no poXKAeHMI0 pebeHka ¢ XpOMOCOMHOM na-
ToNnoruei, pasbpoc faHHbIX N0 3PPEeKTUBHOCTM 3TOM0 MapKepa
TakXXe BecbMa 3HaumTeneH (ot 67 o 100%) (Bewley S. et al., 1995;
Komman L.H. et al., 1996; Szabo J. et al., 1995).

Takoii pa3dbpoc pe3ynbTaToB MOT ObiTb 06YCM0BNEH HECKO/BbKN-
MU MpUYMHaMu. Bo-nepBsblX, BO BCEX NMPUBELEHHbIX UCCef0BaHN-
AX UCNONb30BAIN (PUKCUPOBAHHOE 3HaYeHne TBI1 1 He npuHUMa-
NN BO BHMMaHWe CPoK BepeMeHHOCTU. MeXay TeM U3BECTHO, YTO
C KaX[ol Hefenein 6epeMeHHOCTY TOMLWMHA BOPOTHMKOBOIO Npoc-
TpaHCTBa yBenuumBaeTca B cpefHeM Ha 17% (Schuchter K. et al.,
1998). CoOTBETCTBEHHO, pa3Hble CPOKM GEPEMEHHOCTUN NPU NPoBe-
LeHun ckpuHuHra no TBI moryT o6ycnosnuneaTb pasnnyns B yac-
TOTe BbISABNIEHUA MN0LOB ¢ cMHApoMoM JayHa. Tak, 3HayeHue TBI
2,9 MM ABNsIeTCA BbICOKUM Ans nnoga B 10 Hep. 6epemeHHOCTH (95-9
NPOLUEHTUNb - 2,6 MM), B TO BpeMs Kak A1 nnoga B 13 Hefl. TO xe
3HaueHue TBI1 He 6yeT BbIXOAUTb 3a 95-10 npoueHTusb (3,01).

[ns ynydweHna ctaHgaptusauum pesynstatoB TBIT CKpUHUHTa
MpessIoXeHo Monb30BaTbCs He abCOMOTHLIMW, a OTHOCUTENIbHLIMU
(NpoueHTUNbHBbIMK) 3HaYeHUsMU TBI 4na kaxgon Hegenw Gepe-
MeHHocTu. Mo npegnoxeHnto Hukonaugeca u coasT. (Nicolaides
K.N., et al., 1996) npeano>keHo Bbipa>KaTb 3HaveHVe TBI Kak cTaH-
[apTHOE OTK/OHEHVE OT HOPMbI /1 AAHHOIO 3HAYEHNS KOMYMKO-Te-
MeHHoro pasmMepa rnioga. pw BbIGpaHHOM Mopore puUcKa poXaeHus
pebeHka C XpOMOCOMHOW natonorueii «cut-offs 1:300 n Bbiwe (cMm.
rnasy V1) 66110 BbIfBNEHO 84% N0J0B C XPOMOCOMHOI MaTo/0r el
MPW YacToTe NOXXHOMONOXUTENBHBIX Pe3ynsLTaToB 5,8%.
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Takum 06pa3oM, YNbTPa3BYKOBOW CKPUHUHT XPOMOCOMHOV
naTosiornn nnaoja BrnosiHe BO3MOXEH B KOHLe | TpumecTpa 6epe-
MEHHOCTU. [pun 3TOM, B OT/IMUYMNE OT BUOXMMUYECKOTO CKPUHUHTA
(cm. rnasy VIII), oH No3BoNseT NPOM3BECTU BCE HEOOXOAUMbIE W3-
MepeHus 1 onpefennTb CTEMEHb PUCKa B TeUeHMEe O4HOr0 BU3UTA.

Mo MHEHMIO HEKOTOPbIX aBTOPOB, MPU YNbTPA3BYKOBOM WUC-
cnefloBaHUN faneKko He BCErga MOXKHO KOPPEKTHO N3MepuUTh 3Ha-
YyeHune TBI. Tak, coobuianocs, 4To NpuMepHO B 18% cny4aes He-
BO3MOXHO u3MepuTb TBIN. 3T0 6b1710 CBA3AHO C MPOBELEHUEM
YNbTPa3BYKOBOIO MCCNef0BaHMA go 8- unv nocne 13- Hepenm
6epeMeHHOCTH, C OCOBEHHOCTAMM MONOXKEHMS MNN0Aa B MaTke
N JaXe C BbIP@KEHHOW TONLMHOW MOLKOXHOW XXMPOBOWA KNeT-
yaTku matepu (Haddow J.E., Palomaki G.E., 1996; Roberts L.J. et
al.,, 1995) YBenuuutb 4acTOTy KOPPEKTHOro wusmepeHus TBII
MOXHO Mpu NOBTOPHOM Y3 0CMOTpe.

BecombIiM [0BOOM B MOJb3Y Y/IbTPa3BYKOBOI0 CKPUHUHTIA B
| TpMecTpe 6epeMeHHOCTY ABNSAETCA 60/1ee BbiICOKas MUTOTUYEC-
Kas aKTUBHOCTb KNETOK XOPWMOHA, YTO CyLLeCTBeHHO o6feryaet
KapuotunuposaHue naoga. HemanoBaxHbIM (hakTOPOM ABNAETCS
TakKXXe 3HaYMTeNbHO MeHblUee TpaBMUPOBaHWE U CYLLECTBEHHO
60/71ee HU3KWIA PUCK OCNOXKHEHWIA B Clyvyae MeAUKAMEHTO3HOro
npepbiBaHUsA 6epeMEHHOCTM NPU BbISB/IEHUN N/104a C XPOMOCOM-
HOIl naTtonoruei B | TpuMecTpe.

CornacHo fgaHHbIM Hawei nabopatopumn (Hekpacosa E.C.,
2005), Npn MCMOMb30BaHMM B Ka4ECTBE MapKepa XpOMOCOMHOI na-
ToNMorMmM nNnofasHaveHusa TBI 6onee 2,5 MM BbisBNseTcs 74% nno-
[10B C XPOMOCOMHOI1 naTonorueil, B Tom umcne 66% nnonos c 6ones-
Hbto JlayHa, MpW 4acToTe JIOXKHOMOJIOXUTENIbHbIX pPe3y/bTaToB
2,2%. YyBCTBUTENILHOCTb U CMELM(pUYHOCTL aHHOT0 METOLA CKPU-
HUHTra pasHbl 73,9 1 97,7% COOTBETCTBEHHO. [1pOrHOCTMYECKOe
3HaYeHue MOMOXNTENbHOIO U OTPULATENIbHOMO Pesy/bTaToB TecTa
coctaBunn 42,5 n 99,4% cootBeTcTBEHHO. [1pM MUCMONL30BAHUM
B KayecTBe MapKepa XPOMOCOMHOI NaTonorum naofa 3HauyeHus
TBIM 60nee 95 NPOUEHTUNN He ObIIO MOAYYEHO NPEUMYLLECTB
B YacTOTe BbIIB/IEHWS MA0J0B C XPOMOCOMHOI MaToforvein, Toraa
KaK 4acToTa IOXKHOMONOXMNTeIbHbIX Pesy/bTaToBs Bbipocia Ao 3,8%.

8.1.2. OTcyTCTBME BU3ya/In3aLMi HOCOBbIX KOCTE nioaa

OnuncaHne BHELWHOCTU NauueHTa ¢ TpUcomuen 21-i xpomo-
COMbl BnepBble OblI0 MpeacTaBneHo ewe B 1866 r. J1.[ayHom
(Down L.J., 1866). IMEHHO 3TOT aHIIMIACKUIA Bpay BrepBble 06-
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Puc. 8.4. Funonnasus HOCOBbIX KOCTeld y niofia c Tpucommeli 13 (amHa HK —1,9 mm).

paTun BHMMaHWe, 4YTO XapakTepPHON 0COBEHHOCTbIO TakMX nauu-
EHTOB ABMAETCA M/IOCKOE LUMPOKOEe MU0 U HebOMbLUOW HoC.
OfHako fo/nroe Bpems Npv NPOBEAEHWNM YNbTPasByKOBOr0 CKpU-
HWHFa XpOMOCOMHOW NaTONOrUN He NPOU3BOAMACH OLEHKA HO-
COBbIX KOCTel nnoja.

B nmocnegHee BpeMs B 3apy6exHOW nmTepaType MNOSBUINCH
efMHUYHbIE My6NMKALNW, NOCBALLEHHbIE CYLLECTBOBAHMIO CBA3N
MeXJy OTCYTCTBMEM BM3yanu3auuy HOCOBbIX KOCTE y nnoga
B KOHUe | TpumecTpa 6epemMeHHOCTM U 60e3HbI0 [ayHa.

Mpy ynbTpa3ByKOBOM MCCNeLOBaHUMN BU3yann3auns HOCOBbIX
KOCTeli MPOM3BOAMTCA B NPOLONBHOM CEYEHMU NN0Aa, B KOTOPOM
MPOMCXOANT OMnpefesieHne KONYnKo-TeMeHHOro pasmepa u TBI
(puc. 8.4). N3obpakeHne HeobXOAMMO YBENUUUTL TakuUM o6pa-
30M, 4TO6blI Ha 3KpaHe OcCTaBafiacb TOMbLKO r0/0BAa M BEPXHSAS
YyacTb FPYyAHOA KNeTKW nAofja. Yron WHCOHaLMu Mexay ynbTpa-
3BYKOBbIM y4OM W MPOAOSbHONM OCbI0 TYyNOBULLA NAOAA JOMKEH
coCTaBNATb 45°. Mpun 3TOM HeobXoANMO AM(epeHLMpPoBaTb HO-
COBblE KOCTW OT KOXM, KOTOpas npefcras/ieHa 60/1ee TOHKOM 3xo-
FeHHOW MO/IOCKOI, pacrnofioXXeHHOWN Hafg 6onee TONCTON U 6onee
3XOreHHoW HocoBoli KocTbto (Cicero S. et al., 2003a). CumTaetcs,
yTo ANa 06y4YeHMs AaHHON MeToAMKe HeobXO04MMO BbIMOMHEHNE
oT 40 go 120 ckaHupoBaHuii (Cicero S. et al., 2003b). OueHKa Ha-
NNYNS UAK OTCYTCTBMS HOCOBbLIX KocTel B 11—14 Hen. 6epemeH-
HOCTW NpaKTUYeckn He TPebyeT LOMOMHUTENLHOTO BPEMEHU B XO-
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[le CTaHJApTHOr0 CKPWMHMWHIOBOIO Y/bTPa3ByKOBOrO WCCefoBa-
Hua (Kanellopoulos V. et al., 2003).

Mpwn ynbTpasByKoOBOM McCefoBaHumM ¢ 11-i no 14-10 Hegenwo
6epeMeHHOCTM HOCOBbIE KOCTU He onpegensinnce y 73% niogos
c 60n1e3HbI0 [layHa. Y NnofoB ¢ HOPMaibHbIM KapuOTUNOM HOCO-
Bble KOCTK onpegenanuck B 99,5% cnyyaes (Cicero S. et al., 2001).
O6cneposBaHue 194 nnofoB NaLMEHTOK rPYMmnbl BbICOKOrO puUcKa
no poxaeHuto pebeHka C XPOMOCOMHOW MaTofiorueid nokasano,
YTO HOCOBbIE KOCTU He onpegensnuce y 60% nnofos ¢ 601e3HbI0
[JayHa n 0,6% nnogos ¢ HopManbHbIM KapuoTtunom (Otano L. et
al., 2002). OTcyTCTBME BM3yanun3aLnmM HOCOBbIX KOCTEl y N104O0B
C HOpMa/ibHbIM KapuoTUMOM BCTPeYaeTCs O4YEHb PefKo.

Takum 06pa3oM, Mo CPaBHEHWIO C ApYTMMU U3BECTHLIMU MapKe-
pamMy XPOMOCOMHOM NaTonorMM Moda, AaHHbIA yibTPa3ByKOBOW
MapKep MO3BONSAET 3HAUNTENBHO CHU3UTbL YAaCTOTY JIOXKHOMOSO-
>KUTeNbHbIX Pe3y/bTaToB W, CNefjoBaTeNlbHO, HeobXoAMMOCTb
B MPOBEAEHUM WHBA3VBHOM MpeHaTa/lbHOM AMarHOCTUKM. OfHako
4nA OueHKW 3((heKTUBHOCTU LaHHOro Mapkepa B KOMOMHaL MK
C Apyrumu MapKepamu XpoMOCOMHOW NaTofiormmn naoga Heobxo-
4MMO MpoBefeHMe NPOCNEKTUBHBIX UCCNEA0BAHNIA.

CornacHo gaHHbIM, NOAYYEHHbIM B Halleil nabopatopuu, oT-
CYTCTBME BU3yanu3aLmm HOCOBbIX KOCTeld oTMeyvanock y 13% nno-
[lOB C XpPOMOCOMHOW natonorueit, 11,1% nnogos ¢ 60ne3Hbio fa-
YHa, MPU 4acTOTe JI0XKHOMOMOXUTeNbHbIX pe3ynsTatoB 0,09%
(1 13 1026). YyBCTBUTENBHOCTL U CNELUPUYHOCTL JAHHOTO CKPU-
HUpytoLLero Tecta coctasnny 13 n 99,9% cooTBeTcTBEHHO. por-
HOCTUYECKOE 3HAYeHWe MOMOXKMUTENIbHOIo U OTPULIATENBHOTO pe-
3ynbTaTtoB —75 1 98% COOTBETCTBEHHO.

Obpataet Ha cebsi BHMMaHMWE, YTO MO CPABHEHUIO C faHHbIMU
[pYrvnx aBTOpOB B HalleM WUCCMeAoBaHUM OTMEeYanoch KpaliHe He-
60/M1bLLOE YMCNO M/OLOB C XPOMOCOMHOM NaTONOrMei, y KOTOpbIX
HOCOBbIe KOCTW NPW YNbTPa3BYKOBOM WUCC/Ief0BaHUN He BU3yanu-
3upoBanncb. Mopdgonornyeckoe uccnefoBaHne niaofos ¢ OTCyT-
CTBMEM BM3yanu3aLuy HOCOBbLIX KOCTEN, NPOBEAEHHOE Noj pyKo-
BoAcTBOM S.Minderer n coasT. (2003), Moka3ano HannMuune LLEHTPOB
occuuKkaLmMm HOCOBbIX KOCTel y 16 n3 17 o6cnefoBaHHbIX Nio-
[0B ¢ 60ne3Hblo JayHa. [laHHad HaXxofKa CBUAETEeNbCTBYET O TOM,
4yTo B 6GONLLUIMHCTBE Cly4yaeB XPOMOCOMHOW MaTonorum nuoja
MMeeT MeCTO BblpaXXeHHas rMnonaasns HOCOBbIX KOCTEM, KoTopast
MOXET OLIMOGOYHO pacLeHNBaTbCA KaK UCTUHHAA areHesms Hoco-
BbIX KOCTeid. ABTOPbI BbIMOSHUN MOBTOPHYIO PETPOCNEKTUBHYIO
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OLEHKY YNbTPa3BYKOBbIX U306paXKeHWi, N HOCOBble KOCTW Oblnn
06HapyXeHbl y 513 6 N1040B, HO NX ANMHA 6bl1a MeHee 5NpoLeH-
TUNIN, KOHTYPbl HEYETKME, 8 3XOreHHOCTb CHUXKEHA, 4TO 6b110 pac-
LleHEeHO KakK NposB/eHNe rMNonaasny HOCOBbIX KOCTEN.

B KauecTBe 4ONONHWUTENBHOIO Y/IbTPa3ByKOBOr0 MapKepa Xpo-
MOCOMHbIX 60/1€3HE HEKOTOPbIE UCCeA0BaTENN NpeAaraloT nc-
noMb30BaTh A/IMHY KOCTEA CMMHKKU HOoca nnofa B | TpumecTpe Ge-
pemeHHocTn (MegBefeB M.B., AnTbiHHMK H.A., 2003). OgHako
MOKa HeT efMHOro MHEHMUS O MPeNMYLLECTBAX KONNYECTBEHHOIO
M3MEepPEHUs MO CPaBHEHMUIO C KAYECTBEHHbLIM OMpefefieHNeM Ha-
ANYNA  UAWM  OTCYTCTBMA BM3yann3aLum HOCOBbIX KOCTEM
(Minderer S. et al., 2003; Orlandi F. et al., 2003). Ana pacuyeTa puc-
Ka XpOMOCOMHOI NaTtonoruv nnoja npegnoXKeHbl NPOLEHTUb-
Hble TabNMLbl ANNHBI HOCOBbIX KOCTeN Niojda AN Kakaon Heaenu
6epemeHHocTH (Sonek J.D. et al., 2003), nony4eHHble Npn o6cne-
posaHuy 3537 niofos.

PUCK Hannmums XpoMOCOMHOr0 3a60/1eBaHNA Yy NN0Ja CUATAET-
CSl MOBbIWEHHbIM NP AAWHE HOCOBLIX KOCTeli MeHee 5-i mpo-
LeHTUIN AN LaHHOT0 CpOKa 6epeMeHHOCT!.

Mo HekoTopbIM faHHbIM (Viora E. et al., 2003), oTcyTCTBME BU-
3yanu3aumm HOCOBbIX KOCTEW MaM UX runonnasus Habnwoganmce
y 63% nnofoB C pa3IMUHbIMU XPOMOCOMHbLIMU 3a60/1€BaHUAMN,
B yacTHocTu, y 80% (8 n3 10) nnofos ¢ 60ne3HbIO [ayHa. Y nso-
[OB C HOPMa/IbHbIM KapMOTMNOM AJIHA HOCOBLIX KOCTel B 98,6%
CnyvaeB Haxofunach B npefenax 5-i npoyeHTuan. CornacHo gpy-
rMM HabnoAeHNsAM, HOCOBble KOCTW He BU3Yann3npyrloTcs npu-
MepHO Yy 66,7% (10/15) nnogoBs ¢ 60ne3Hbi0 JayHa ny 1% nnogos
¢ HopmasnbHbIM KapuoTtunom (Orlandi F. et al., 2003). Mpu atom
y ocTaBuxcs 5 nnofos ¢ 60/1e3HbI0 [JayHa B 3aTOM UCCef0BaHUN
O/IMHa HOCOBbIX KOCTeli 6blna meHee 50 MpoOLEHTUAN, WU NiWb
y 0gHoro nnoga us 1027 o6cnefoBaHHbIX 4MHA HOCOBLIX KOCTEN
oKasanacb MeHee 1,5 MM. Bblfio caenaHo 3akyeHmne, YTo 4nsa pe-
LIeHMA BONpPOCa O LieN1lecoobpasHOCTM U3MEPEHUA A4/IMHbI HOCO-
BbIX KOCTe B | TpumecTpe 6epeMeHHOCTM HEO6X0AMMO MpoBeje-
Hue 60MbLWINX NOMYAALMOHHBLIX UCCNef0BaHMA. Takum 06pa3om,
MOKa He CyLLecTByeT eJMHOr0 MHeHUs 0 TOM, UMeeT 1 Konmyec-
TBEHHAA OLEHKa 3TOro nokasartens Kakue-nnbo AONOSHUTENb-
Hble MPerMYyLLecTBa N0 CPABHEHMIO C Ka4eCTBEHHOM OLLEHKON Ha-
NNYNUA UM OTCYTCTBUA HOCOBbIX KOCTENA.

CornacHo HawuMm gaHHbIM (Hekpacosa E.C., 2005) CKpUHUHT
C YYeTOM [/IMHbI HOCOBbIX KOCTE MO3BOMSET BbIABUTL A0 20%
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NN0A0B C XPOMOCOMHOM Natonoruneii (8 Tom uncne 22,2% nnogos
¢ 60ne3Hbi0 [layHa) npu 4acToTe IOXKHOMOMOXKMUTENbHbIX Pe3yib-
TaToB 2,9%. UyBCTBUTENLHOCTL U CMEeLMMUYHOCTbL AaHHOI Moje-
1N COCTaBMAN COOTBeTCTBEHHO 19 M 97%, a nporHocTuyeckas
3HAYMMOCTb MOMOXMNTENLHOIO U OTPULATENLHOIO Pe3ynbLTatoB —
13,8 1 97,9% COOTBETCTBEHHO.

TakuM 06pa3om, NOJyYeHHble [aHHble CBUAETENbCTBYIOT
0 TOM, YTO MPU OTCYTCTBMM BU3Yyanu3aLum HOCOBbIX KOCTENA MJio-
fa ¢ 60/bLWOl CTENeHbK BEPOSTHOCTU MOXHO 3arnojo3puTb Ha-
NNYMe y Hero XpoOMOCOMHOI natonorun. OgHaKo y 60/bLINHCTBA
NA0A0B C XPOMOCOMHOI NaTofiorneii HOCOBble KOCTU BM3yanusu-
pytoTca yxke B | TpumecTpe 6epemMeHHOCTH, YTO He NO3BOJIAET UC-
M0Mb30BaTh OLLEHKY HOCOBbIX KOCTel B KaueCcTBe eAWHCTBEHHOIO
MapKepa natonorum nnoga. B atoi cBA3u 6onee LenecoobpasHbim
npesCcTaBNAeTCs NPOBOAUTb M3MEPeHUE A/IMHbI HOCOBbIX KOCTel
B COYEeTaHMU C LPYrMMKU Mapkepamum XpPOMOCOMHON NaTonoruu
nnoga B | TpumecTpe 6epeMeHHOCTH.

Oco6bIii MHTepeCc npefCTaB/seT aHanM3 MNPOrHOCTUYECKOM
3HaYMMOCTKN co4veTaHHoOro yyerta TBI1 v BU3yanm3aLum HOCOBbLIX
KOCTei Npu CKPUHWHIe XPOMOCOMHOIA natonoruu B | Tpumectpe
6epemeHHOCTU. B HacTosWwee BpeMs N0 3TOMY BOMPOCY He Cy-
LLecTBYeT eANHOro MHeHMsA. CornacHo 06CcToATeIbHOMY Uccneso-
BaHWiO E.Buopa 1 coasT., TO/IWMHA BOPOTHNUKOBOIO NPOCTPaHCT-
Ba MN0o4a M OTCYTCTBME BM3yann3alnn HOCOBbIX KOCTEA WAW KX
runonnasuns ABfAITCA He3aBMCUMbIMKU MoKasaTtenamu. 3To no-
3BONSET MCNOJIb30BaThL 06a Y 3-Mapkepa Ans yBenyeHns apdek-
TUBHOCTU Y/bTPa3BYKOBOrO CKPUHUHIa XPOMOCOMHOI NaTono-
rum nnoga (Viora E. et al., 2003).

BwmecTe ¢ Tem, B ApyrMx WcCnefoBaHUAX YCTaHOBMIEHO, 4TO
y NN040B € yBennyeHvem TBI valwe oTmeyaeTcs OTCYTCTBUE BU-
3yann3aLum HOCOBbLIX KOCTeW MO CpaBHEHWIO ¢ naogamu, TBI
Yy KOTOPbIX Haxogunacb B npegenax Hopmbl (Zoppi M.A. et al,,
2003). Tak, U3 7 N0A0B C HOPMasibHbIM KapuoTUNOM U OTCYTCT-
BMEM BU3yanusauuy HOCOBbIX KOCTel, yBenmyeHune TBIN oTmeva-
noco B 6 cnyyasx. M3 27 nnofos ¢ 60/1e3HbI0 [layHa HOCOBbIE KOC-
TV He BU3yanusmposanuchb B 19 cnyyasax, npu aToM TO/IbKO Y 2 U3
19 nnogos 3HayeHue TBI 6b110 MeHee 2,5 MM. Takum 06pasom,
[LNA YCTAHOB/IEHUA UAN UCK/IHOYEHUA B3auMOCBA3N Mexgy TBI
M HaNMYMEM WM OTCYTCTBMEM BU3yann3auuy HOCOBbLIX KOCTeW
TakkKe HeobXogMMO NpPOBeAeHWe fanbHEeRWwunx uccnegoBaHuii.
OTcyTCcTBME BM3yanu3auuyM HOCOBOW KOCTW Y MAOA0B C XPOMO-
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COMHOI MaTonormein MOXHO 06BACHUTL 33ePXKKON occudurka-
LMW KOCTHBIX CTPYKTYP.

Mpn natomMopdonornyeckom nccnefoBaHny MNLEBBLIX CTPYK-
Typ niofoB ¢ 60ne3HbI0 [layHa, Y KOTOPbIX NPW NPOBEAEeHUN Y lb-
Tpa3ByKOBOro nccnefosaHua B 11—14 Hefl. HOCOBbIE KOCTUW He BU-
3yanun3npoBsanuck, 66110 YCTAHOBMEHO, YTO Y TaKWUX NI0L0B KOMU-
YeCcTBO OCTeOLMTOB He npesbiwano 10—20% OoT BCero KNeToYHoro
COCTaBa KOCTHO-XPALLEBOW TKaHW HOCA. Y NA0A0B C HOPMa/IbHbIM
KapvoTUMOM M Hannumem HOCOBbIX KOCTeN npu Y3, npoBefeH-
HOM B Te Xe CPOKM, KOINYeCTBO 0CTeoUMTOB cocTasnano 35—50%
OT BCEro K/eTOYHOro COCTaBa KOCTHO-XPSILLEBOA TKaHW Hoca
(Rustico M.A. et al., 2004). M0 MHEHMIO aBTOPOB, 3TWU HAXOAKU
MOATBEPXKAAOT, YTO areHe3ns WM runonnasms HoCoBbIX KOCTEN
y NNof0B ¢ 601e3HbI0 [layHa BO3HUKAET BCIEACTBUE 3aePXKKM CO-
3peBaHuUs LEeHTPOB OCCUUKALMM HOCOBLIX KOCTENA.

V3yueHne HOCOBbIX KOCTeid y 21 nnoga ¢ 60ne3Hbio [ayHa no-
3BO/INJIO YCTAHOBUTb, YTO MPWU Y/bTPA3BYKOBOM MWCC/Ef0BaHMM
B 12—13 Hef. ¥ 5 M3 HUX HOCOBbIE KOCTU He BU3YyasM31pPOBaIUCh,
HO MpW PEeHTreHONOrMYeckoM uccnefoBaHMM abopTycoB Yepes
1-10 Hep. oHU yxe onpegensnuck (Larsose P. et al., 2003). 310
MoAfepXunBaeT rnnoTesy O 3afep>KKe CO3PEBaHNSA LLEeHTPOB 0CCU-
(hMKaLMm HOCOBbIX KOCTE nmpu 6onesHn JayHa. Bmecte ¢ Tem,
y 4 NN0A0B BM3yann3aunsa HOCOBbIX KOCTE MpW ybTPa3ByKOBOM
nccnegosaHum B 12-13 Hed. He nogTsepamnach Yepes 2—I12 Hef.
NPU PEHTreHONI0MMYECKOM UCCNeA0BaHMM abopTyca. ITU faHHble
CBMAETE/bCTBYHOT 0 TOM, YTO BMU3yasin3auus n n3mMepeHme HoCoBbIX
KOCTel [OMKHbI NPOBOAMTLCA C COBNOAEHNEM BCEX CTAHAAPTHBIX
pekoMeHgaumin ¥3 o6cnefoBaHns (CM. BbILLE).

CyuecTBeHHas NPOrHOCTUYECKAA LLeHHOCTb 3TOro Y 3-mapke-
pa HeoHOKpaTHO MOATBEPXKAanach 1 B paboTax Apyrux aBToOpoB.
B yacTHOCTW, NpoBefieHO YyNbTPa3BYKOBOE U MaToMop{oIoruyec-
KOe nccnefoBaHme 16 nnogos ¢ 60ne3HbI0 JdayHa npu cpokax be-
pemeHHoCTU 11—14 Hea. MNpu yNbTpasByKOBOM UCCef0BaHUN Y 6
MN0f0B HOCOBbIE KOCTWU He BM3yann3nmposanuck, y 10 niogos oT-
Meyanacb runonaasns HOCOBbIX KOCTei. [pu rmcTonornyeckom
nccnefoBaHNmM LLEHTPbI OCCU(UKALMM HOCOBbLIX KOCTel 6binn 06-
HapyeHbl y 16 n3 17 nnogos. Mpu NOBTOPHOI peTPOCNEKTUBHOW
OLleHKe Y/IbTPa3BYKOBbIX MN3006paXKeHU HOCOBbIe KOCTMW Bbln 06-
Hapy>XeHbl y 5 U3 6 NnofoB, HO MX KOHTYpPbl ObLIN HeuyeTkue,
a 3XOreHHOCTb CHMXeHa. TONbKO Yy 04HOro naoga npu ructonoru-
YECKOM WCCNeA0BaHUN LeHTPbl OCCU(PUKALMM HOCOBbIX KOCTel
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He onpegenanuce (Minderer S. et al., 2003). 3Tu pesynbTaTbl UH-
TepnpeTnpoBasn KakK KpaiHiol CTerneHb rMnonaasnyv HOCOBbIX
KOCTeii. ABTOpbI MPEANOXMUAN OLEeHMBATb HOCOBble KOCTM Kak
«HOPMaJibHbIE» UM «TUMOMNNA3UPOBaHHbIE», O4HAKO He BblfeNn-
NN YeTKUX KPUTEPMEB rUMonaasnun. Tem He MeHee, 06Hapy>XeHue
LLEHTPOB OCCU(MKAL MM HOCOBBIX KOCTEW MpW rMCTONOrMYECKOM
nccnefoBaHNM SBASETCS BAXKHON NaTOMOPGON0rM4eckon Haxos-
KOW, CBUAETENbCTBYIOLLE O MPOrHOCTUYECKOW LLEHHOCTN n3me-
peHns HOCOBbIX KocTei B | TpumecTpe 6epemeHHOCTU. OfHaKo
4N BbIpabOTKM 60/1ee YeTKUX KPUTEPMEB TUMOM/Ia3nM HOCOBBIX
KOCTeil TpebyeTcs NpoBefAeHMe CEPUn ynbTpasBYKOBbIX UCCNEA0-
BaHWiA, 4ONONHEHHbIX NaTOMOPGONOrNYECKUM aHa/IM30M.

8.1.3. Opyrue Y3-mapKkepbl XpPOMOCOMHOW NMaTosiormm

B | TpMmecTpe 6epeMeHHOCTH

B HacTosLee BpemMA NPOLO/MKAETCA aKTUBHbIA MOUCK HOBbIX
MH(OPMATUBHbBIX MapKepoB, CBUAETENbCTBYIOWMX O MOBbILIEH-
HOM pUCKe XPOMOCOMHOI NaTonoruy y nnoga.

Tak, B NOCNefHWe rofbl NoflyvyeHbl CBEAEHNSA, YTO KaYeCTBEH-
Has OLEeHKa XapakTepa KPOBOTOKA B BEHO3HOM MPOTOKE MOXET
ObITb BECOMbIM JONOAHUTE/IbHBIM NPU3HAKOM NPW ANarHOCTUKe
XPOMOCOMHbIX 3a60/1€BaHUI naoga B KoHue | TpumecTpa 6epe-
MeHHOCTU. Mo gaHHbIM paja uccnefoBaHnil, XpOMOCOMHas NaTo-
noruga y nnoga B 80-90% cny4yaeB coyeTaeTca C NOSAB/IEHNEM PET-
porpasHoOro KpoBOTOKA B BEHO3HOM MPOTOKE B (ha3y COKpaLLeHUs
npegcepauii.

MHorue mnccnefosarten 0TMEYalOT, YTO peBepcHble (o6part-
Hble TOKY KPOBM) 3HAYEHWS KPOBOTOKA B BEHO3HOM MPOTOKE
ABNAIOTCA MapKepoM XPOMOCOMHOW nNaTtonoruu nnoga Nulb
B ONpefenieHHble CPOKKU BepeMeHHOCTU. Tak, UMetoTCs AaHHble,
YTO NaToNOrnNsA KPOBOTOKA B BEHO3HOM MPOTOKE M008B C XPOMO-
COMHOI1 NaTo/IorMen 4OCTOBEPHO Yallle BcTpeyaeTca B 10-13 Heg.
(76,9%) no cpaBHeHWto ¢ 14-16 Hep. GepemeHHoOCTU (42,2%)
(Antolin E. et al., 2001).

Mpu o6cnefoBaHMM NAOLOB C XPOMOCOMHONM MaTonorueit
B 10-17 Hepn. 6epeMeHHOCTY NaToONOrMYecKMe KpMBble CKOpOCTEi
KpoBoToka (KCK) B BEHO3HOM MpPOTOKe OblIM 3aperucTpupoBa-
Hbl B 82% cny4aeB y N1040B ¢ TpucoMmein 18 n B 63% - ¢ Tpuco-
mueii 21 (Bilardo C.M. et al., 2001). CxofHble faHHble MOMYYEHBI
n B gpyroii pa6ote (Muller M.A. et al., 1999) —peBepcCHbIe U HY-
NeBble 3HAUYeHUA KPOBOTOKA B BEHO3HOM NPOTOKe B (ha3y CoOKpa-
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W EeHNs NpeAcepanii 3aperncTpnpoBaHsl B 82% cnyyaes TpMCOMUK
18 n B 68% —Tpucomun 21. PeBepCHble 3HAYEHUS KPOBOTOKA
B BEHO3HOM MpPOTOKe B (ha3y COKpaLleHns npescepanii 6binm 06-
Hapy>xeHbl B 11 Hef. 6epeMeHHOCTU 1y NA0Aa C MO3anyHOW hop-
moi Tpucomun 8. CnepyeT OTMETUTb, YTO B AaHHOM C/yyae To/-
WMHa BOPOTHWKOBOrO MPOCTPaHCTBa Mnnoga 6bl1a B npepenax
HOPMbl. YunTblBas aHOMaNbHbI KapuoTun, 6epeMeHHOCTb npe-
peanun B 15 Hepn. (Campbell S. et al., 2001). Mpwu natonoroaHaTo-
MWYECKOM UCCNef0BaHUM OTMEYEHO OTCYTCTBUE KnarnaHa 0Basb-
HOro OKHa, YTO, MO MHEHUIO aBTOPOB, SBUIOCb NPUYUHON aHO-
ManbHOro CneKTpa KPOBOTOKA B BEHO3HOM MPOTOKE U MO0 BbITb
NPUYNHON fedekTa MeXMpecepaHOM Meperopojku B MOCTHa-
TaslbHOM Nepuoge.

Takum 06pa3om, aHoMaslbHOe Hanpas/ieHVe KPOBOTOKA B BEHO3-
HOM MPOTOKe M/ofa SABMAETCA elle OAHUM Y3-MapKepoM XpoMo-
COMHOW naTonorun. MaToreHeTUYecKyo OCHOBY 3TUX HapyLUeHWi
MOTYyT COCTaBUTb aHOManuKM CepAua, TakKe HepeAKo BbICTynaro-
Wwue B KayecTBe Y3M XpOMOCOMHbIX 6one3Heit. [JeiicTBUTENbHO,
XPOMOCOMHas NaTtoorus y naofa 4acto COUeTaeTCA C BPOXK/EH-
HbIMW MOpOKamu ceppua. lMaronoroaHaToMUyecKue uccnenosa-
Hu1a 36 Na104OB € TpMcoMmeidn 21 NO3BOAWAN BbISIBUTH aHOMaIUK
cepguay 27 s Hux. Ipu 3TOM CpaBHUTENIbHO YaCTbIM HapYLLEHW-
eM 6bin gedeKT MeXOKelyLo4YKOBON Meperopogkun, KOTOpbIiA,
Mo MHEHUIO aBTOPOB, UrpaeT BaXKHYIO PO/ib B NaTOreHese yBenu-
YyeHusa TBI1, ocobeHHO npu ee BennumHe 6onee 4 mm (Hyett J.A.
et al., 1997). Mpu MOPHOMETPUYECKMUX UCCNELOBAHUAX KPYMHbIX
cocyaoB y 34 nNofoB ¢ TpucomMmein 21 6binn BbISIB/IEHbI MEHbLLNA
OvaMeTp nepeLlelika aopTbl B COYeTaHMU ¢ 60iee LWMPOKUM aop-
TaflbHbIM K/1aNaHOM W BOCXOAALIMM YYacTKOM Ayrun aopTbl Mo
CPaBHEHMIO C TAKOBLIMU Y MNOL0B C HOPMabHbIM KapuOTUMOM.
B cBA3K € TeM, 4TO 06BEMHbIV KPOBOTOK 3aBUCUT OT fMamMeTpa co-
CYy[0B, pacLIMpeHmne BOCXOLALLEro yyacTKa Ayrv aopTbl U OAHO-
BPEMEHHOE CY)XXEeHUe ee MepeLleiika MoryT NpuBECTU K YCUNEHUIO
KPOBOTOKA B BepXHeli NON0BMHe TynoBuwa nnoga. OaHako dop-
MUpOBaHMe 0TeKa B JaHHOW 061acTU BO3MOXHO TO/IbKO B C/yyae
HapyLLUeHWs BEHO3HOr0 OTTOKA KPOBMW Ha ()oHe cepAeyHol Heao-
CTaTOYHOCTM Yy nnoja. ofo6Hble M3MEHEeHUA reMoAMHAMUKU
MOTYT NPUBECTUN K YBE/IMYEHUIO TOMLWMHbLI BOPOTHUKOBOIO MPocC-
TPaHCTBA W PErnCTpaLUy HETUMMYHOTO CNEKTPA KPOBOTOKA B Be-
HO3HOM MPOTOKe y NN0A0B C Tpucommen 21. CyulecTByeT focTta-
TOYHO 060CHOBAHHOE MHEHME, YTO KOMOMHAL WA TaKUX HAXOLOK,



186 nasa VIl

Kak ysennyeHne TBI1 1 peBepcHble 3HaYeHUsA KPOBOTOKA B Be-
HO3HOM MPOTOKe B (ha3y COKpalleHWs Npeacepanin yBennynsaet
PVYCK XPOMOCOMHOV matonorun nnoga B 7-12 pas.

Wcnonb3oBaHune 3HaveHnin KCK B BEHO3HOM MpOTOKe B Ka-
yecTBe NOKa3aHWA K MHBA3WBHON MpeHaTa/lbHOW AMArHOCTUKe
y 6epeMeHHbIX BbICOKOT0 PUCKa POXAEHMWA feTeli C XpOMOCOM-
HOI NaTonornen, NO3BONSET YMEHbLUNTbL 0OLLYH YacTOTy Heob-
XOAMMbIX MHBa3MBHbIX npoueayp ¢ 510 0,5% (Matias A. et al.,
1998).

HyneBoil nnn peBepcHbIil MOTOK KPOBM B BEHO3HOM MPOTOKe
B (ba3y COKpalleHus Npefcepanil BCTpevaeTcs Takke U Npy Hop-
MaJIbHOM KapuoTune, 4yTo, N0 MHEHUIO 6ONbLLIMHCTBA UCCNe0Ba-
Tenei, cnefyeT B MepBYK Ouepefb CBA3bIBATb C BPOXAEHHbLIMM
nopokamu cepgua (BrcC), Tak, y 54% nnofos ¢ HOpManbHbIM Ka-
puoTtunom n natonornyeckumm KCK B BEHO3HOM MPOTOKE Mpu
YyNbTPa3ByKOBOM McCCnefoBaHUN B 14—16 Hef. 6bInn gnarHocTu-
poBaHbl TxKensle BMNC (Matias A. et al., 1998).

B nccnepgosaHun rpynnel bunapgo (Bilardo C.M. et al., 2001)
KOMOMHaLMA pacluMpeHHOro BOPOTHWKOBOrO MPOCTPAHCTBa
M aHOMAJIbHOTO CMeKTpa KPOBOTOKA B BEHO3HOM MPOTOKEe M03BO-
nnna gnarHoctuposats 26,8% BIC yxe B Havane |l TpumecTtpa
6epeMeHHOCTU. ABTOPbI He COrfacHbl ¢ Tem, 4to aHanu3 KCK
B BEHO3HOM MPOTOKe B paHHWE CPOKM 6epeMeHHOCTU NOo3BOAUT
CHU3NTb YMNCNO MHBA3MBHbLIX NPOLEAYP, BbINOMHAEMbIX C Liefbio
NCK/TIOYEHNA XPOMOCOMHOW natonoruv. OHUW npegnaralnT npw
peLleHnn BoMpoca 0 KapuoTMNUPOBaHUN NN0LA OPUEHTUPOBATL-
csi Tonbko Ha TBIM. 3aTem, nocne NCKIHOYEHNA XPOMOCOMHOW 60-
NIe3HN, NPOBOAMTL UCCef0BaHNe KPOBOTOKA B BEHO3HOM MPOTO-
Ke 4na ncknrodveHusa BriC.

Mpwn o6cnegosanmm 200 NOLOB € pacLUMPEHHBIM BOPOTHUKO-
BbIM MPOCTPaHCTBOM B 10-14 Hepn. 6epemeHHoOCTU B 7 13 11 cny-
yaeB (63,6%) HyneBbIX NN PEBEPCHBIX 3HAYEHMIT KPOBOTOKA B Be-
HO3HOM MPOTOKe B (pa3y COKpalleHWs Npeacepanii 06HapyXuam
Hanuuue BMC. Bo Bcex HabnoAeHUsAX 0TMeYeHbl HebnaronpuaT-
Hble nepuHaTanbHble ncxopdbl (Matias A. et al., 1999).

Takum 06pa3oM, ynbTpasByKoBoe mccnesosaHne B I TpUMecT -
pe 6epeMeHHOCTM ABNSeTCHA AOCTATOUYHO MHGOPMATUBHLIM Me-
TOJOM [MarHOCTUKU BPO>KAEHHbLIX MOPOKOB PasBUTUSA U XPOMO-
COMHOW naTonorMm nnoga. MccnefosaHvie KpOBOTOKA B BEHO3HOM
MPOTOKe B KOHUE | TpumecTpa 6epeMeHHOCTM CBUAETENLCTBYET
0 Ha/IUUM CepAeHHOM JeKOMMeHcaUymny nioga v MoOXKeT CIY>KUTb
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JOMOMHUTENBHLIM YNbTPa3ByKOBbIM MapKepoM aHOMaslbHOro Ka-
puoTwuna.

Cnegyetr OTMETUTb, YTO MHOTWe WCCMefoBaTeNn OTMevaloT
NpexoaALL il xapakTep PeBEPCHOr0 KPOBOTOKA B BEHO3HOM Mpo-
TOKe N/ofa Npu XpoMOCOMHOI natonormm unn BMNC. Hopmanu-
3auMa aHOManbHOro CrekTpa KPOBOTOKa B BEHO3HOM MPOTOKe
MOXEeT NMPOUCXOANTL cpasy rnocne 14 Hep. 6epemeHHocTH. Cnefo-
BaTeNbHO, JOMMN/IepOMETPUA KPOBOTOKA B BEHO3HOM NPOTOKE A0S-
>KHa BbIMOMHATLCA B CTPOro pernaMmeH TUPOBaHHbIe CPOKK, YTO Mo-
3BONUT M36EXKaThb NIOXKHOOTPULATENbHBIX Pe3yibTaToB U MNoBbl-
CUTb YaCcTOTY BbISB/IEHNSA XPOMOCOMHOI naTonorum 1 BIMC. K co-
XaNleHnto, natogM3nonornyeckas OCHOBa AaHHOro (heHoMeHa
0CTaeTcA HEN3YUEHHOIA.

Takum 06pa3om, npefcTaB/ieHHble JaHHble OAHO3HAYHO CBU-
[eTeNnbCTBYIOT 0 TOM, YTO u3yyeHrie KCK B BEHO3HOM NPOTOKe NMe-
eT Ba>KHOe AMarHOC TUYeCKOe 3HaueH1e Npu XpOMOCOMHO NaToso-
TMK 1 NOpoKax pasBMTus cepguay nnoga. 3ToT TeCT 3ac/y>Kusa-
eT LUMPOKOrO BHEAPEHWS B LieHTPaxX MpeHaTasbHOl AMarHOCTUKM,
0COGEHHO NP BbISIBNEHWN YBENMYEHHOTO BOPOTHMKOBOIO NPOCTPaH-
cTBa nnoga. Bonpoc 06 oT6ope naumeHTOK Fpynmnbl BbICOKOrO
pUCKa Mo XpOMOCOMHOI natonorun n BMC Ha ocHOBaHUW aHo-
Ma/lbHOr0 KPOBOTOKA B BEHO3HOM MPOTOKE W PACLLUMPEHHOT0 BO-
POTHWKOBOIO MPOCTPAHCTBA B pAHHUE CPOKM 6EpeMEHHOCTH Tpe-
6yeT BCECTOPOHHEI0 U3Yy4YeHUs 60NbLIOT0 (PaKTUYECKOr0 MaTepu-
ana. Bmecte ¢ TeM, [0 CUX MOP HET faHHbIX 0 6e30MacHOCTM U Le-
NnecoobpasHoOCTN NpPUMeHeHUs [LONMJIePOBCKOro MCCefoBaHuns
B | TpumecTpe 6epemMeHHOCTH.

MonCcK HOBbLIX YNbTPa3ByKOBbIX MapKepPOB XPOMOCOMHON Ma-
Tonoruu nnoga B | TpumecTpe 6epeMeHHOCTU aKTUBHO MpPoAon-
XaeTcA. B yacTHOCTW, C 3TOI Lenblo yXe npeaniaraetcs OLEeHU-
BaTb [/IMHY YWHbIX pakoBuH nnoga (Chitkara U. et al., 2002),
AvameTp n yucno netenb nynosuHbl (Raio L. et al., 2004), onnny
BepxHei yentoctu (Cicero S. et al., 2004), LNUHY NeYEBO KOCTY
(Longo D. et al., 2004), o6bem nnaueHTbl (Metzenbauer M. et al.,
2002). OfHaKo nokKa 3T MapKepbl He HallIn OTPaXKEHUA B MNpo-
TOKO/Me CKPWMHWHIOBOrO YNbTPa3BYKOBOIO WCCMEA0BaHUA, U KX
OLleHKa NPOBOAMTCSA TOIbKO B UCC/IEA0BATENbCKUX LIENSX.

YacToii Haxo4Ko NPy XPOMOCOMHOW NaTOMOr MY ABASIETCA CUH-
[poM 3agep>KkmpassnTua nnoga (C.3PIM), KOTopbIA ycTaHaBMBa-
eTca npu oueHKe (eTOMeTpUUYECKMUX napameTpoB (KOMUYUKO-Te-
MEHHOW pa3mep 1 pasmepbl TpybuaTbix KocTell). OTcTaBaHme ge-
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TOMETPUYECKUX NapaMeTpoB OT HOPMbI 415 JAHHOTO CpoKa b6epe-
MEHHOCTW MOXeT CBUAETeNbCTBOBATb O HapyLUEHUW pa3BUTUA
nnoga. OAHAKO OLEHKa COCTOSHWA KOCTHOW CuCTeMbl Nnoja
B | TpuMecTpe 6epeMeHHOCTM BbI3bIBAET TPYAHOCTU, TaK KakK npu
npoBeAeHUN NepBoro ynbLTPasByKOBOro MUCCNef0BaHWUA He BCerga
N3BECTEH TOYHbI CPOK 6epeMeHHOCTM, YTO TpebyeT NpoBefeHNs
MOBTOPHOIO Y/bTPa3ByKOBOro WMCCNefOBaHUA W OLLEHKU TEMIOB
pocTa nnoga. B cBA3M ¢ aTum, guarHoctuka C3PI 6onee xapak-
TepHa ana Il Tpumectpa 6epeMeHHOCTH.

8.2. CKPVHVHIOBbBIE Y/IbTPA3BYKOBbIE

NCCNEAOBAHVA B 18-22 HEAE/IN BEPEMEHHOCTIU

Mpn BTOPOM CKPUHUHTOBOM MccefoBaHun (18—22 Hep.) npo-
BOAMTCA feTa/lbHasA OLEHKa aHaTOMUYeCKUX CTPYKTYp nnofa ans
00OHapY>KeHNA Yy HEro NOpPoKOB Pas3BUTUSA, MapKepoB XPOMOCOM-
HOIN maTonornu, paHHUX HOpM 3aAepPXXKW pasBUTMA Nnoga, nato-
NOrvm NnaLeHTbl U NYNOBUHbI, aHOMA/IbHOTO0 KOMIMYECTBA OKOJ0-
nnoAHbIX Bog. Mpu HaMMuMM OTKIOHEHWIA B 3TUX XapaKTepUcTu-
Kax 6epemMeHHas HanpaBnsieTca Ha 2-i ypoBeHb Y3W, npu KoTo-
poOM NPOUCXOAMT M3ydeHUe Nnofa Ha Y3-annapatax BbICOKOro
paspeLLeHuns He TOJIbKO A5 AMArHOCTMKN aHaTOMUYeCcKUX nopo-
KOB, HO U C LiefIbl0 BbISIBNEHNS CTOMKMX (PYHKLMOHANbHBIX Hapy-
WweHuin. OCHOBHOE BHMMaHWe obpallaeTcs Ha aHOManumM Mo3ra,
cepAua, nnaueHTbl. PaspaboTaHbl U LLMPOKO UCNONL3YIOTCA CTaH-
JapTHble NpoToKoNbl ¥3 uccnegosaHus nnoga o Il Tpumectpe be-
pemeHHOCTU (Mpukas Ned57 M3 PP ot 28.12.2000). Momumo
06bIYHOr0 Y/IbTPa3BYKOBOI0 CKAHNPOBaAHWA A1 BbISIBNEHUS NOPO-
KOB 3TWUX OPraHoB, BbICOKO MH(POPMATUBHbLIM ABNAETCA NPUMeEHe-
HVe JONMiepoMETPUM 1 LIBETHOTO JONM/IEPOBCKOTO Kap TUPOBaHNS.

Bo Il TpumecTpe BbiBNSETCA nofaBnstoliee 60bLINHCTBO
NMOPOKOB pa3BuUTUA. Tak, 3PPHEeKTUBHOCTb AMArHOCTUKN racTpo-
lwunsnca coctasnsfet 95%, pacwenvd nmua - 77,3%, areHesum no-
Yyek - 73%, NOPOKOB pa3BUTUA Nerknx — 64%. Haubonbline
TPYAHOCTU COCTaB/IAET ANArHOCTUKA MOPOKOB Pa3BUTUA cepaua un
atpesun nuwesoga: 39,3 n 40% cooTBeTCTBEHHO. Moapo6Hee 06
axorpagmyeckoin KapTuHe Npu TOM WU MHOM MOPOKEe pa3BMTUS
nnofa MOXHO MPOYECTb B CMeLnan3MpoBaHHbIX PYKOBOACTBAX
(FOgmHa E.B., Meggeges M.B., 2002; CHaigepe P.Ix.M,, Huko-
namgec K.X., 1997).

Ba>kHoe 3HaueHue [/151 peLleHWs BOMpoca 0 KapuoTUMUpPoBaHUm
Mn/iofa 1 BblpaboTKe peKOMeHZaLMiA No TaKTUKe BefeHNs 6epeMeH-
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HOCTU MMEIOT BblsiB/ISIEMbIE BO | I TpUMECT pe MapKepbl XpOMOCOM-
HOI NaToNorMM, Takne Kak aHoMaslbHasi oopma rofioBK/ Mioga, Ae-
(OeKTbl Mua 1 LUeW, BEHTPUKYNIOMErayivs, KUCTbI COCYAUCTbIX
CMNeTEeHUI rOI0BHOrO MO3ra, MMNeP3XoreHHbIe BKIOYEHWS B dKey-
[0YKax Cepfua, rmnepaxoreHHbI KULIEYHWK, MMeosKTasnsl, yKOpo-
YeHvie TPy6YaTbIX KOCTEN, 3aep>KKa BHY TpUy TPOBHOro passnTus
Mn1oga, reHepanvM3oBaHHbIii 0TEK NN0Aa, eaMHCTBEHHAS apTepums ny-
MOBVHbI.

deHOTMNNYECKME NPOSABEHUA XPOMOCOMHbIX abeppauuii BO
Il TpumecTpe 6epeMeHHOCTM 3HaUMTe/IbHO 60/1ee MHOroo6pasHsbl
Mo CPaBHEHMIO C NepBbIM. [OPOKY Pa3BUTUA, BbIABSEMbIE C MO-
MoLLbi Y3W, BcTpevatoTcsa y 60/1bLLIMHCTBA NI040B C XPOMOCOM-
HbIM Auc6anaHcom. YacToTa XpOMOCOMHbIX HapyLUEHWIA Y N1040B
C NOpoKamu pas3BuUTUA, BbIABNEHHbIMU Npn Y3, no 0606LeH-
HbIM fAaHHbIM P.Ix.M.CHaingepc n K.X.Hukonampgeca (1997)
CYMMMPOBaHbI B Tabnuue 8.1. XpomMocoMHas naTonorns ocobex-
HO TMNUYHA ANA MI0L0B C MHOXECTBEHHbIMM NMOPOKaMW pas3Bu-
T1A. Tak, cornacHo 0606LeHHbIM JaHHbIM MUPOBO NMTEPATYPbI
(CHaingepe P.Ix.M., Hukonangec K.X., 1997), yactoTa XpoMo-
COMHbIX HapyLEeHWA y NA0L0B C M30IMPOBAHHLIMK MOPOKaMM
pasBUTUA, TaKMMW KakK BEHTPUKYNOMEranuna, rofionpo3saHueda-
NS, paclLlenunHbl Nuua, BPOXAEHHbIE MOPOKMU cepiua U MHorume
Ipyrve, BospactaeT B cpegHeM B 5-10 pa3 npu ux coyeTaHuu
C Agpyrummn Y 3-mapkepamu. Tak, eciv npu Haauymy ogHoro Y3-
MapKepa XpOMOCOMHble abeppauun BCTPeyarTcs TONbKO Y 2%
nn040B, TO MPU Hanuuum 2 - yxey 11%. Mpu o6Hapy>keHun 60-
nee 3—5 MapKepoB BEPOATHOCTL BbIAABMIEHWA M/I0A0B C XPOMOCOM-
HbIMW HapyLleHuamn yeenmnumnsaetca go 50%.

XapaKTepHbIM MapKepoM XpPOMOCOMHbIX 60ne3Hell ABiseTCs
KONMYECTBO OKONOMNOAHbIX BOA. Hepenko ManoBofue MOXET
ObITb €4MHCTBEHHbIM MapKepoM, MOCKONbKY OTCYTCTBME OKOMO-
NNOAHbIX BOJ CYLLECTBEHHO 3aTPYLHAET WCCNefoBaHWE OpraHoB
1 cuctem nnoga. OgHMM U3 YacCTbIX AOMOMHUTENbHbBIX MapKepoB
XPOMOCOMHbIX 60Ne3Hel ABnseTCA annasua unm runonnasns ap-
Tepuu NyNoBuHbl. B 0TAeNbHbIX CNy4asx 0TMeUaKTCa HapyLLEeHNs
nNaueHTbl (YTONLWEHME U OTeK MNaLeHTbl, HAIMYMe KACT NnaLeH-
Thbl, NNaLeHTa B BUAE «LUBEMLAPCKOTO Cbipax).

Hanunuue rpy6bix, He COBMECTUMbIX C XXW3HbIO aHaTOMUYec-
KUX NOPOKOB, BbISB/EHHbIX MPY Y1bTPa3BYKOBOM CKPUHMHIE KaK
B I, Tak 1 BO Il TpumecTpax 6epeMeHHOCTH, ABNAETCA AOCTATOY-
HbIM OCHOBaHVEM AN PEKOMEHJALMM O NpepbiBaHWM JaHHOI be-
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Tabnuua 8.1
YacToTa XpPOMOCOMHbIX HapyLIEeHW Yy N1040B C NOPOKaMun pa3BuTus,
BblABNEeHHbIMU Npn Y3W (no P.O>x.M.CHangepe, K.X.Hukonangec, 1997)

B coyeTta-

N3onupo-  HWUWK C apy-

AHOManus passuTUs Ha6l;I'IVKI)c,CJI:I:HV||7| HB(?:(:I':II?% FVIHN;l;I(aI'I“fVI:I‘:%—
%
BeHTpUKy/oMeranums 690 2 iy
["ononpossHuedanus 94 4 39
KUCTbI COCYAMCTOrO CMeTeHUS 1884 1 48
KucTa 3agHeil yepenHoii sMKu 101 0 52
PacuienvHa nnua 118 0 51
MukporHatums 65 - 62
KucTosHas rurpoma 312 52 71
M36bITOYHas LWeiiHas cknafka 371 19 45
[OvapparmanbHas rpbbxa 173 2 49
BpoxeHHble NOPOKM cepaLa 829 16 66
ATpe3us BeHafLaTUNEPCTHOI KNLIKM 44 38 64
NepaxoreHHbI KULWEeYHNK 196 7 42
Omdanouene 495 8 46
MopPOKN MOYEBbLIAENNTENLHON CUCTEMBI 1780 3 24
AHOMa/IbHas YCTaHOBKa CTOMN 127 0 33
3aiepXkka BHYTPUYTPOGHOrO pasBnTus 621 4 38

pemMeHHOCTW. BMecTe ¢ TeM, BaXHO ellle pa3 NoAYepPKHYTb, UTO
YNbTPa3BYKOBOW CKPUHMHT TOMbKO KOHCTATUPYeT haKT Hanmuums
HapyLeHWd, HO He BCKPbIBAET €ro npuumHy. COOTBETCTBEHHO
1 TaKTUKA BefieHNst 6epeMeHHOCTY ByeT onpeaensTbCs He TOMb-
KO TSXKECTbIO BbISIBNEHHOI0 NOPOKA, HO U TEM, MMEET OH 3K30TeH-
HYK MW 3HAOTEHHYH (HacnefCcTBEHHYH) 3TMonorn. Ans uc-
KMOYEHWS NOCNeHeN, Mo KpaliHel Mepe, Ha YPOBHE XPOMOCOM-
HOro ancbanaHca, ynbTpasByKOBOE CKaHWpPOBaHWE JO/MKHO ObITh
[OMNO/IHEHO aHa/IM30M KapuoTuna nnofga. STo 0COBGEHHO BaXKHO
AN1s BbI6opa NPaBUIbHON TaKTUKM BeeHMs1 6EPEMEHHOCTI U CMo-
co6a poopaspeLleHus, a Takke BbI6opa ONTUManbHOIO MeToja
NeYeHUs: HOBOPOXKAEHHOIO B CNy4Yasx Ha/Muyusi NMOPOKOB, KOTO-
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pble COBMECTUMbI C XXWU3HbIO U MOTYT ObITb YCMNELIHO KOPPUrMpo-
BaHbl MOC/Ee POX/EHUSA C XOPOLMM MeUKO-COLManbHbIM Npor-
HO30M B OTHOLLEHWUW JanbHenLwero passntus peberka. Mpu Hamm-
UMM He COBMECTMUMbIX C >KU3HbKO MOPOKOB Pa3BUTUA Moda nepes
npepbiBaHMEM GEPEMEHHOCTU HEOOX0AMMO 0053aTeNbHO MPOBECTU
KaprMoTUNMPOBaHMe Nnofa, TakK Kak HanMuve XpOMOCOMHOM NaTo-
JIOTNU ABAAETCA MOKa3aHNEM [/1 NPeHaTa/IbHOro KapyoTUnmMpoBsa-
HWS NP BCEX MOC/EAYIOLLMX 6ePEMEHHOCTAXY [aHHOW Cynpy>KecKoi
napbl. Takum 06pa3oM, NokasaHWeM 15 HarnpaBneHus 6epemeH-
HOIA Ha MHBA3UBHYIO NPEeHaTa/bHY AUarHOCTUKY A8 UCKoYe-
HMA XPOMOCOMHOW MaTonorum nnofja ABASeTCA BbIABNEHWE Ha
BTOPOM YPOBHE Y/IbTPa3ByKOBOIro UCCNeL0BaHNA NOPOKOB pa3Bu-
TV nnoga AByx n 605ee MapKepoB XPOMOCOMHOI NaTtonoruu.
[o 19 Heq. 3 fHel BbINOMHSAeTCS 6roncys naaueHTbI, MpU Cpoke Ge-
pemMeHHOCTW, npesbiwatolem 19/20 Hep,., NPOBOAUTCS B3ATUE KPO-
BM M3 BeHbl MynoBuHbI Moja (KopgoueHTes). bonee nofpo6Ho
C TEXHUKON W YCNOBMAMMW MPOBEAEHWNS WHBA3WBHbLIX BMeLUa-
Te/IbCTB C LiefIbio MoyyYeHns naogHOro marepuana MoXHo 03Ha-
KOMUTbCA B rnase IX.

8.3. CKPUHVHIOBOE Y/1bTPA3BYKOBOE

NCCNEAOBAHWME B 32-34 HEAEV BEPEMEHHOCTN

Mpn CKPUHWMHIOBOM YNbTPa3sByKOBOM WCC/Mef0BaHUN B
Il TpumecTpe (32—34 Hen.) NPOBOAUTCH OLEHKA TEMIMOB pocTa
nnoja n BbisBNEHWE psAAa NOPOKOB C MO3AHEN MaHupecTaumei.
Y3 Ha 3ThX CcpoKax MO3BOMAET YTOYHWUTbL COCTOAHWE CUCTEM
Xu3HeobecneueHus (cepfue, nnaueHTa, MyrnoBuHa, KOMMYECTBO
OKOMI0MNOAHBIX BOL) AN PeLLEeHNs BONPOCa 0 BO3MOXHOI onepa-
TUBHOI KOPPEKLMN HEKOTOPbIX NOPOKOB, AN BbIpaboTKM cTpa-
TErnMn N TaKTUKWU pofopaspeLLeHns. BobisBneHne Nopokos npu ¥Y3-
CKpuHUWHre B 111 TpyMecTpe cumTaeTCa 3ano3faibiM 1 TpebyeT
MpoBeaeHNs e4edHO-KOH T PO/bHON KOMUCCUM, TaK Kak yKasbiBaeT
Ha fedeKTbl opraHuzaumm cny>kobl M/,

Mpw BbIABMEHNY NOPOKOB PasBUTUA MN0LA B 3TU CPOKU Mepes,
Bpa4yoM M 6GepeMEeHHONM >XEHLIVHON BO3HWKAOT MeLWULUHCKME
M MOpPanbHO-3TUYECKME Npob6sieMbl. ITU MPo6/eMbl CBA3aHbI
C peLleHneM CyfibObl )KM3HECMOCOBHOr0 N1oAa C HacNeACTBEHHOIA
WA BPOXKAEHHOI naTtonoruein. Yto KacaeTcs METOANYECKOI Yac-
T, TO NtOOble NHBA3WBHbIE BMELIATE/IbCTBA, TEXHUYECKMN BbINOS-
HUMble BO Il TpumecTpe, BNoAHe NpuMeHUmbl 1 B 111 TpumecTpe
6epemeHHOCTWN. OfHAKO eANHCTBEHHO BECOMOW NPUUNHOIA ANns
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npoBeAeHNa NHBA3NBHOTO BMeLLaTenbcTea ¢ uensto M4 s 1 tpu-
MecTpe SiBNSeTCA HeO6XOAMMOCTb BbIpabOTKM fasbHeiwweli Tak-
TUKWU BefileHMs BepeMeHHOCTU U, FnaBHOe —cnocoba pogopaspe-
LLIeHNs C YY4eTOM COCTOSAHMA MaTepu U AnarHosay naoga.

CnepyeT OTMETUTb, YTO HU CPOKU BEPEMEHHOCTU, HU XapakTep
MHBa3NBHbIX MaHunynauuin o Il n 111 TpumecTpax He pernameH-
TMPOBaHbl HOPMATMBHbLIMUN JOKYMEHTaMM MO MpeHaTaNbHON Au-
arHoctuke. lpwn atom, cornacHo [Mpukasy M3 P® Ne302 ot
28.12.93, UCKYCCTBEHHOE NpepbiBaHWe 6ePeMeHHOCTH NPYU Hanu-
YUY BPOXKIEHHBIX MOPOKOB Pa3BUTUA U HacNeACTBEHHbIX 3abose-
BaHW1 BO3MOXKHO Ha lo60om cpoke. OgHako nposegeHue M nnpe-
pbiBaHWe 6epemeHHOCTM B |11 TprMecTpe Henb3sA onpasgaTb Hau-
ymeM Takoro npukasa. VIx cnegyeT paccMaTpusaTb Kak 6e3ycnos-
HbIll feeKT B OpraHu3aLmu 1 cocTOsAHUM Beeid cy>k6bl M/, Bpo>K-
[eHHbIX 1 HacneC TBEHHbIX 60Me3HeN.

3AKJ/TFOYEHVE

YnbTpa3BykoBoe uccnefosaHue (Y3W) nnopa sensercs oc-
HOBHbIM NPAMbIM HeMHBAa3WBHbIM MeTogoM M. CornacHo peko-
MeHfauuam EBponeiickoil accoumauyuy no nepuHatanbHON Mme-
AnumnHe, nogaepxaHHoiMn MunHsgpasom P® B MNpurkase no opra-
HU3auuuM cnyxobl npeHaTafbHOW AnarHOCTMKM Ned457 ot
28.12.2000, Kaxpgoli GepeMEeHHO peKOMEeHAYeTCs TpexKpaTHOoe
Y3 o6cnegoBaHune nnoga Ha 10-14-i4, 18—22-ii n 30—32-i1 Hege-
nax 6epemMeHHoOCTU. KpUTMYECKM pacCMOTpPeHbl OCHOBHble Map-
Kepbl XPOMOCOMHOIA NaTonorum B | TpMecTpe, Takme Kak To/Lun-
Ha BOPOTHUKOBOro npocTpaHcTea (TBI1), oTcyTCcTBME BU3Yyannsa-
L1 HocoBbIx KocTel (OBHK), nopoku cepaua, NaTonornyeckuii
XapakTep KpOBOTOKa B BEHO3HOM MPOTOKE, CUHAPOM 3a[ep>KKu
passutus nnoga (C3PI). Bo Il TpumecTpe 6epeMeHHOCTY BbISB-
nfeTca nofasnawollee 60/bWMHCTBO MOPOKOB Pa3BUTUSA, Hau-
yMe KOTOPbIX PE3KO YBEMYMBAET BEPOATHOCTL XPOMOCOMHO Na-
Tonorum y nnoga. MNMepep npepbiBaHveM 6epemMeHHOCTU NpU Ha-
NIMYMU MOPOKOB, HE COBMECTUMbIX C XXMU3HbIO, LieflecoobpasHo Ka-
pYOTMNMPOBaHMe Naoga AN8 BbIpabOTKN ONTUMa/IbHbIX PEKOMEH-
fJauunii npu nocnegytouleii 6epemeHHocTn. MiHBasmeHas MM B 111
TPUMECTPE MPOBOAUTCA TO/TbKO A9 BbIPabOTKM TaKTUKW BEAEHUS
6epeMeHHOCTU 1 BbIGOpa ONTUMANLHOIO cnocoba pogopaspeLue-
HUS.



MMABA IX. UHBA3/BHbIE METOAbI
MPEHATA/IbHOW IATHOCTVIKUA

MHBasuBHble mMeTogbl (VM) npeHaTanbHOW AUAarHOCTUKM
(MA) sknouaoT xopuoH6uoncuio B | TpUMecTpe 6epemMeHHOCTH,
nnaueHTobrnoncuio, aMmHuoLeHTes 1 kopgoueHTes Bo Il u 111 Tpume-
CTpax, pexke - 6MOMCUI0 KOXMW, NMeYeHn U APYrux OpraHoB nioja.
MM T1[ oTHOCATCA K BEPUDUUUPYIOL MM METOAaM, TaK Kak no-
3BO/IAKOT MOAYYUTb MaTepman naoga, HeobXoAMMBINA A1 TOYHON
OWNarHOCTUKU BPOXAEHHON WAW HacneACTBEHHOW nNaTonoruu
C MOMOLbLIO CneumnanbHbiX 1abopaTopHbIX METOLOB MCC/eaoBa-
HUS 1 ONpegeneHns OoNTUMabHOW TaKTUKW BefeHUs 6epemMeH-
HocTu. OCHOBHOI 3afjayeiil MHBA3VBHbIX BHY TPMMaTO4YHbIX BMeLLa-
TeNbCTB ABNAETCA 06ecrneyeHre 6e30MacHoro 4id MaTepu v nnoga
MOTyHeHUs Ha pa3HbIX CPOKax 6epeMeHHOCT M 06pasLoB TKaHeli npo-
BM30PHBIX OPraHoB (XOPWOH, MnaueHTa, aMHWOH) Wi camoro nnoga
(KpoBb M3 NYNOBMHbI), NPUrOAHBIX A8 MOC/EeAyHOLLIEro aHanmsa ¢ rno-
MOLLbKO  Pa3/INYHbIX ~ CMeuMasibHbIX METOLOB  UCCefoBaHUS
(Evans M.I. et al., 1996). B HacToslLLee Bpems 3Ta 3ajaya ycneLu-
HO pelleHa. Pa3paboTaHbl 3)(heKTUBHbLIE CMeLnabHble METOAbI
nabopaTOpHOW ANarHOCTUKM MHOTKX, B TOM YMcnie Hanbonee vac-
TbIX, COLMANbHO 3HAYUMbIX BPOXAEHHbIX U HACNeLCTBEHHbIX 3a-
6oneBaHuin (BH3) uyenoseka. B monHom o6bveme M B Poccum
NPOBOAMTCA NN B OTAE/NbHbLIX (hefiepaNbHbIX MefUKO-TeHEeTu-
yeckux UeHTpax — ®MTIL, (bapaHos B.C. u gp., 2002; baxa-
peB B.A., 2004). K nx uncny oTHocutca n ®MT L, CaHkT-IMeTep-
6ypra, co3gaHHblii B 1991 r. Ha 6a3e nabopatopuu N[, HacneacT-
BEHHbIX W BPOX[AEHHbIX 3aboneBaHnin HAUMATL um. 0.0.07Ta
PAMH. B HacToAwel rnase 06006LLeH MHOTONETHUIA ONbIT pabo-
Tbl 3TOrO LeHTpa B o6nactn M MNA.

9.1. BNONCNA BOPCUH XOPUOHA/MNALIEHThI
ABNAACL NPOM3BOAHBLIMU OAHON KNETKNU —3UTOThl, TKaHW 3M-
6puobnacta n TpohobnacTa HeCyT OfMHAKOBYH) FeHeTUYECKYHo
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nHpopmauuio (cM. rnasy Il). 310 onpegenseT BOIMOXHOCTb M
HacneACTBEHHbIX 3a601eBaHUiA Nnoja NyTeM UCCneA0BaHUS BOp-
CUH XxopuoHa. KneTkn Tpoobriacta MMEIOT BbICOKYHO MUTOTU-
YeCKY0 aKTUBHOCTb, YTO NMO3BOJIAET UCMOMb30BaTb UX A/19 Kapno-
TUNUPOBaHUA. LiMToreHeTMYecKoe nccnefosaHne BOPCUH XOPUo-
Ha MOXeT BbITb NPOBEAEHO U NOC/e UX NpeaBapuUTeIbHOro Kpart-
KOBPEMEHHOI0 WM MPOJO/MKUTENILHOTO KY/bTUBUPOBAHNUA (CM.
rnasy X). BopcuHbI XOpMOHa LLXPOKO UCMOJb3YHOTCA U ANA Anar-
HOCTMKWN MOHOT€EHHbIX 3ab6oneBaHuii (cm. rnasy XIl).

VccnefoBaHue BOPCUH XOpnoHa B | TpumecTpe 6epemMeHHOCTH
MMeeT BaXXHOEe NPEMMYLLECTBO Nepes ApYruMmn NHBA3UBHLIMU Me-
ToAaamu. OHO NO3BOMISET MONYYMTb BLICTPLIA OTBET U, NPU HEO6-
XOAMMOCTW, MpepBaTb GepPeMEHHOCTb YXKe Ha paHHUX CpoKax
C HaMMeHbLLUM PUCKOM [/15 3[40POBbS XKEHLLNHBI.

BnepBble 0 BO3MOXHOCTM MOyYeHns 6uonTtara XoproHa 6bl-
no coobuieHo B 1968 . Npu NpoBefeHUU NMYHKLUMW 4Yepe3 CBOJ
CTEHKM MaTKW 3HAOCKOMOM, OCHALeHHbIM 6MOMCUAHBIMK LW WM-
uamu (MohrJ., 1968). B ganbHeiwem 6bin npegnoXeH TpaHcuep-
BUKaNbHbI 3HLO0CKONUYECKWNI METOL, KOTOpPbI/i NepBOHAYa bHO
6611 onpo6oBaH Meped MNpoBefeHUEM WCKYCCTBEHHOro aébopTa
(Hahnemann N., MohrJ., 1968; Kullander S., Sandahl B., 1973).
MecTo fiokanusaunm XopuoHa onpefensny noj KOHTPOJSIEM 3H-
[0CKONa, co3faBann paspexxeHne B Tybyce n nccekanm xopuab-
HYI0 TKaHb UWIMHAPUYECKMM CKanbnenem. Mpu ncnonb3oBaHum
3TON TeXHUKM 6uonTar CopepXan BOPCUHbLI XOPWOHA TONbKO
B MONOBMHE cnyyaeB. Kpome TOro, OTMeYasnncb 3HAUYUTE/bHbIE
TPYAHOCTY B KY/IbTUBUPOBAHWUM KNIETOK XOPUOHA —4M1CN0 YCneLl-
HbIX NOMbITOK COCTaBNAM0 BCEro 0K0M0 30%. CyLieCcTBEHHbIE TeX-
HUYecKkue nNpobaeMbl BOSHWKANN MPU TpaHCLEPBMKaAbHOM CMO-
cobe rnosy4yeHns XopmoH6MONTATOB U B CBA3U C HEOOXOAUMOCTbIO
MeXaHWYeCcKoro paclimpeHns LepBMKanbHOrO KaHanay HepoxXas-
LIMX XXEHLLMH NpY BBEAEHUN 3HAOCKOMNA AnameTpoM 7 MM. B 75%
C/y4aeB BU3yann3aLmsa XoproHa bblna CYLWecTBEeHHO 3aTpyAHeHa.
MonbITKM MOMyYeHNs BOPCUH XOPMOHA C MOMOLLbIO TPaHCLEPBU-
KanbHOW XOPMOHOMONCHUY 3a4aCTYH0 OCNOXHANUCHL BHYTPUMATOU-
HOW MH(eKUKen, nepgopaymein NI0GHOIO Ny3bIps U U3ANTHEM
OKOJIONMOAHOM XunakocTu. Tak, B 70-x rogax npoLisioro Beka
Kaxgas 3—5-4 nonbiTka 3abopa nnogHoro matepuana s | Tpumec-
Tpe 3aBepllanacb NpepbiBaHWEM 6GepeMeHHOCTW, 4YTO MpPUBENO
K BpeMEHHOMY 3anpeTy Ha NpoBefeHne 3Toll onepauyun B CCCP
(boukos H.IM., 1984).
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CoobLieHre 0 BO3MOXHOCTU MPOBEAEHUSA TpaHCLepBuKasb-
HOM acnupaunm KNeTOK XOpMOHa Yepe3 MeTanIMYeckunin kateTep
C Lefiblo LMTOreHeTUYeCKoro onpeseneHuna nona nnoga no noso-
BOMY xpomatuHy (Anshan, 1975) cTUMynMpoBano Ucnosb3oBaHue
aToro metoga v ansa MM xpoMmocomHbix 6one3Heit (Goldberg M.F.,
1980). K coxaneHuto, B CBSA3U C BbICOKOI YaCTOTOM OC/TOXHEHNA
1 Bblp@XXEHHOW KOHTaMUHaumel 6uontata MaTEPUHCKUMW KNeT-
Kamun 6bIn cAenaH BbIBOJ, UTO «MpeHaTasbHas AWarHoCTUKa B
| TpUMecTpe B HacTOALLEe BpeMs HEBO3MOXHAY.

Takum 06pa3om, BbICOKas 4acToTa OCOXHEHMWA U TeXHUYec-
Kne orpaHn4YeHuns He NO3BOIUAN B TO BPEMSA BHEPUTb 3T METO-
obl B uenax MAa.

MoBTOpHbIN UHTepec K MM B | TpMMecTpe BO3HUK B Havasne
1980-x rogoB. OH 6bln cBA3aH C NOABAEHWEM BO3MOXHOCTU A0C-
TAaTOYHO TOYHOM BM3yanu3aumm MecTa floKanmsaumm XOpuoHa
B MO/1I0CTX MATKW MpU YNbTPa3sByKOBOM CKaHMpoBaHuu. B 1978 r.
B.A.baxapeBbiM U COTPYAHMKaMmn BrepBble Oblia OCyLLECTBMEHA
TpaHcLepBUKanbHaa Wwunuosas buoncua TkaHW xopuoHa (Ka-
3H 3., 1979; Po3osckuin B.C. n gp., 1980; Kazy Z. et al., 1982)
B HacToslwee BpeMsa 3TOT MeTOf, HACKO/IbKO Ham W3BECTHO, YC-
MewwHOo NpUMeHseTCs TO/IbKO B 1abopaTopum asTopa.

BHegpeHue TpaHCLepBMKaibHON acnupaluoHHOK 6uoncum
BOPCWUH XOpPUOHA MOoJ yNbTPa3ByKoBbIM KOHTponem (Ward R.H.T.
et al., 1983), pa3paboTka cneuunanbHoro katetepa (Simoni G. et
al., 1983) npvBenn K 3HaYMTENbHOMY MOBbILIEHUIO 3PHEKTUB-
HOCTM OGMONCUMM U CHUXKEHMWIO KOJIMYECTBA OCMOXHEHWA. ITO
Cnoco6CcTBOBaNO LINPOKOMY BHEAPEHUIO [AHHOro MeToja BO
MHOIMX MepuHaTanbHbIX LeHTpax B 1990-x rogax (Brambati B.,
OldriniA., 1986).

Hawnbonee yga4yHoli MeTOAMYECKON MogudukaLeid 6uoncmu
BOPCUH XOpWMoHa B | TpumecTpe 6epeMeHHOCTH ABUNOCH MOsAB/e-
HVe 1 yCOBEePLUIEHCTBOBaHVE TpaHCabA40MUHaNbHOM acnnpaLuoH-
HoW 6uoncum (Brambati B., Oldrini A., 1986).

B HacTosLee Bpema 3TOT METO/A CTa/l OCHOBHbIM B I/ | Tpu-
mecTpa 6epemeHHocTu (Holzgreve W., Miny P., 1996; Lyn-
don M.H., 1997).

Pa3paboTaHbl U LWMPOKO NPUMEHAIOTCA [Ba BapuaHTa TpaHc-
abfoMMHanbHOW XopnoH6uoncun. OfHOWUIObHAsA METOAMKA Bbl-
nonuserca 8 HAWMAT um. A.0.01Ta PAMH (Ha pucyHke 9.1
npefcTaB/ieHbl MocnefoBaTe/bHbIe 3Tarnbl onepawyuun) ¢ MOMOLLbIO
Urbl C MaHAPEHOM AN CIMHHOMO3rOBOM NYHKLUWN AMAMETPOM
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18G pnuHoii 150—200 mm («Mediplast», LBeuus; «Inter.\V»,
CLUA). Mpwu ee BbINOAHEHUMN UCMONL3YIOTCA AaTUUKM, OCHALLEH-
Hble MYHKLWOHHbIMM afjanTepaMun. TPaeKTopus ABUXKEHUS BbI6U-
paeTcs ¢ NOMOLLbI NMYHKLMWOHHOM TpacChl HA 3KpaHe MOHUTOpa
Y3 ckaHepa Takum 06pa3oM, 4To6bl Ur1a NPOXoAna Yepes TKaHb
XOpWOHa napannesibHO XopuanbHOW 060504Kke. Heobxognmo
TWATEeNIbHO CNeguTb, YTOGbI B Havane MYyHKUWW He MOBPEeAWTb
MeTNI0 KNLIEYHUKA UK CTEHKY MOYEBOro My3bipsa. Mrna gomkHa
NOrpy3nTbCs B TKaHb XOPUOHA HA MAaKCMMa/IbHO BO3MOXHYIO Ty~
6uHy, ocTaBasiCb Npy 3TOM NapanienbHONn XxopnanbHOM 060104Ke,
4yTobbl M36EXKaTb €e CMy4valiHOro MNOBPEXAeHUs. Y6eanBLINCL
B NPaBU/IbHOM PacnonOXeHWUW UT/bl, U3 Hee U3B/EKaT MaHApPeH
Y NPUCOEAMHSAIOT LWNPWL, C 5 M NUTaTeNbHOW cpefbl, 3aKpen/ieH-
HbIli B ceymansHOM gepxxatene (xongepe) (puc. 9.1). MoCTOSHHO
NpoM3BOAA acnupauuto, B TO/LLLE XOPUOHA BbIMOHAT HECKO/1b-
KO BO3BPATHO-MOCTYNaTeNlbHbIX ABVDKEHWIA. V3BneyeHne wrnbl
TaKXe COMpPOBOXAaeTCs NPOLECcCOM acnupauuun. «BakyymHas»
TeXHMKa XOpuoHBMoncun Heobxogmma A5 NOAYYEHWS Takoro
KO/inyecTBa maTepuasna, KOTopoe 40CTaTOYHO A/15 1ab0oPaTOPHBbIX,
npexze BCero, LMTOreHeTUYeCKNX nccneoBaHnii.

YCnewHocTb acnupauum BOPCUH XOPUOHA, T.e. KOJIMYeCTBO
BOPCUH, JOCTaTOYHOe A/ mocnefytolleli nabopaTopHOi gumar-
HOCTUKM, ONpejensloT Bpayn-nabopaHTbl-LUTOrEHeTUKN, Mpu-
CyTCTBYIOLLME NPW MaHMNyaaumum. OHU nccneayroT COLepXNMoe
Wwnpuua BM3yanbHO B NPOXOAALLEM CBeTe WM Nojg KOHTposiem 6u-
HOKYNAPHOW Nynbl B YaLikax MeTpu ¢ nuTaTensHol cpefoli oTom-
paloT BOPCUHKMN XOPMOHa. KonnyecTBo acnMprpoBaHHbIX BOPCUH
OLEHMBAIOT C MOMOLLbIO CTAHAAPTHBIX Tabnuu. Ana ctabunbHoro
MpOBefEeHUN LUTOTeHETUYECKMX UCCNef0BaHNIA TpebyeTcs He Me-
Hee 5 Mr BOPCUH, a Ans MONIEKYNIAPHO-TeHeTUYeCKOro nccnesosa-
HUS MOXET ObITb JOCTATOUYHO OKOMO 1 Mr.

BTopasa moguukayma TpaHcabaoMunHanbHON XopuoHbuon-
cuUW, TaK HasblBaemas [BYXMrofibHas METOAUKA, B HaCTOsLLee Bpe-
MS MeHee pacrnpocTpaHeHa U NPUMEHSAETCS TO/IbKO B HEKOTOPbIX
3apy6eXHbIX NepuHaTanbHbIX LeHTpax. [1pu ee BbINOMHEHUN UC-
MONb3yeTcs [1BE WUr/bl: MPOBOAHMNKOBAA (HAPY>KHAs) —TOHKOCTEH-
Haa urna 18G nnum urabl 4ns CIMHHOMO3r0BOW MYHKL MU AnameT-
poM 16G gnnHoi 100-150 mm 1 6uoncuiiHas (BHYTpeHH:As) urna
anametpom 20G gnvHoi 150-200 mm. WMirna 6onbluero guameTpa
MCMOMb3YeTCA Kak Tpoakap, KOTOpbIii BBOAMTCSA B MMOMETPWIA, a 60-
Nee TOHKas W A/IMHHAA MOrPYyXaeTcs HernocpeACTBEHHO B TOALLY
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Puc. 9.1. NMocnepgoBaTenbHble 3Tanbl BbINOAHEHWS TpaHca6AOMWHaNbHONA
xopuoHbuoncum (nnaveHtobuoncmm).
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X0puoHa. 3aTeM W3 Hee U3BNEKAKT MaHpeH W NPUCOeNHAIT
WNpuy ¢ NUTaTeNbHON cpefoil. B ganbHeiwem acnupauyums ocy-
LeCTBNAETCA BblLUEONMUCAHHbIM Croco6om. Mpu aTom BapuaHTe
CyLLeCTBYeT BO3MOXHOCTb NOBTOPHON acnupauuv 6e3 4onoaHu-
TENbHOr0 MPOKONa nepefHeli GPHOLWHON CTeHKW. Mo Hawemy
OnbITY, OAHOMTONbHAA TEXHWNKA 3aHMMAET MEHbLUE BPEMEHU, Me-
Hee ANCKOMMOPTHA 419 NaLMUEHTKN U NpY fOCTATOYHOM HaBbIKe
orepatopa obecneymBaeT nofyyeHne HeobxoamMmoro s nabopa-
TOPHbIX UCCNeLoBaHWIi KoMyecTBa 6uonTara.

Ecnv npu nepsoii NONbITKE NOAYYEHO HeLOCTATOYHOE KO/U-
4eCTBO MaTepuana, To rnpoueaypy MOXHO NoBTOPUTL 6e3 gonon-
HuTenbHOro pucka (Boehm F.H. et al., 1993). ¥rpo3sa npepbiBaHuUs
6epeMeHHOCTM JOCTOBEPHO BO3pacTaeT Mpu npoBefeHUn 6onee
[BYX MONbITOK U MOXeT gocturatb 10%, ecnu BbINONHAETCA Tpe-
Tbs nonbiTka (Jackson L.G., Wapner R.J., 1987; Rhoads G.G. et
al., 1989). OHa fo/mKHa NpeLnpuHUMATLCS TOMIbKO B TOM Cyuae,
ec/in UMeeTCcAa NosiHas YBepeHHOCTb B HEOOX04MMOCTU MOYyYEHUS
HY>XHOro o6bema matepuana. rpexae Yem pelnTbCs Ha TPeTbio
NOoNbITKY, HE06X0AMMO eLle pas OLeHUTb aHATOMUYECKYH0 KapTu-
Hy, [O6UTLCA MOMHOW penakcalyum MMOMETPUS N HAATU BO3MOX-
HOCTb a/flbTEPHATUBHOIO NPefblAyLUNM MOMbITKAM OMNepaTuBHOro
poctyna. B HUWAT um. 4.0.01Ta PAMH, Tak e Kak 1 B 60/1b-
LUMHCTBE NepumHaTanbHbIX LEHTPOB, TpaHcabLoMUHaNbHas 6uo-
Ncxs BOPCUH XOPUOHA YCMELLHO BbIMOMHAETCA C NepBOM NONbIT-
Kn B 96—99% cnyuvaeB. B HacToswee Bpema ee 3hPEeKTUBHOCTb
npubnuxaetcs K 100%. 3hPeKTUBHOCTL XOPUOHOMONCUMN BO3-
pacTaeT NPOMNOPLMOHAILHO OMbITY BPaya, BbIMOJHAKOLWErNO BHYT-
pYMaTo4yHOe BMeLLaTenbcTBO. COrnacHo HawuMm Hab4eHNAM,
npu BbinonHeHUn nepsbix 200 BMeLLaTe/Ib,CTB BOPCUHbLI XOPUOHA
6bIN1 MOMyYeHbl C NepBoil NonbITKK B 80% cnyyaes, B NOCeayto-
Wem 3TOT MoKasaTenb Bo3pacTan go 96-99% (Mwxaiinos A.B.,
1999).

B Hauane 90-X rofos nNosBUANCHL eANHUYHbIE COOBLLEHUSA, UTO
XOpuoHBuoncus B | TPUMECTPE MOXET COYETATLCA C YBE/INYEHU-
€M 4acTOTbl W30/IMPOBAHHbLIX aHOManWii pa3BuTMA nnoga
(Firth H.V. et al., 19914, b). BblN0 ONNCAHO NOBbILLIEHWE YACTOTbI
nonepeYHbIX peayKLUUiA KOHEYHOCTEN N OPOMaHANBYNAPHLIX TN-
noreHesuin (Dolk H. et al., 1992). OTMe4YeHO yBeNMYEHME YaCTo-
Tbl NOAO6HbLIX HAPYLUEHWIA MOCne XOPUOHOMONCUIA, BbIMONHEH-
HbIX B Nepuog ¢ 8-i no 9-t0 Hegenn 6epemeHHOCTU. M3BECTHO,
4TO (hOpMUpPOBaHME KOHEUYHOCTEl 3aBepLuaeTca K 56-My AH0 pas-
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BUTMA nnoga (cm. rnasy Il). BbiCKa3zaHO MpefnonoXeHue, 4to
BO3MOXXHOW MPUUYMHON NOPOKOB PasBUTUSA KOHEYHOCTER y nno-
[0B, MepeHecwnx xopuoHbuoncuto go 9,5 Held. 6epemMeHHOCTH,
MOrnu 6bITh HapyLLEHMs KpOBOOOpaLLeHUs y nioga nocne onepa-
TMBHOrO BMeLUaTe/NIbCTBA. B HacTosllee BpeMs cuMTaeTcs, 4yTo
PUCK pa3BMTUA aHOMaINA KOHEYHOCTEN MPaKTUYeCKM OTCYTCTBY-
€T, eCNM MHBa3us npoeoauTca nocne 10-i Hegenn 6epeMeHHOCTH
(Froster U.G., Jackson L., 1996).

Bo Bpems TpaHCLEPBMKa/IbHON XOPMOHOMOMNCUN HensbexeH
KOHTaKT C MUKPO(IOPOiA, N BCNeACTBME HAapYLLEHUSA LepBUKab-
HOro 6apbepa Mpu NPOXOXAEHWW KaTeTepa CyLLeCTBYeT BO3MOX-
HOCTb MH(MLMPOBAHNA MONOCTW MAaTK/ U NOCNEAYIOLLEr0 pas3su-
TUS XOPUOAMHUOHUTA. B MHOTOUUCNEHHbIX UCCEAOBAHUSAX, Of-
HaKo, NOKa3aHO OTCYTCTBME CBA3U MEXAY BaarainiHONn MUKPO-
(h110pOiA, ee BbICEBOM C aCNUPaLMOHHOIO KaTeTepa u 0C/IOXHeHN-
Amun 6epemeHHoctu (Froster U.G., Jackson L., 1996). Puck pas-
BUTWSA XOPMOAMHMOHWNTA NOC/e TPaHCLEPBUKanbHON XOpPUOH6K-
oncun coctasnset 0,1—0,3% u He 0TANYAETCA OT CpeaHenonyns-
unoHHoro (Kuliev A.M. et al., 1993).YunTbiBas BbICOKYIO BEPOAT-
HOCTb 06CEMEHEHHOCTU MUKPO(IOPO acnnpaLnoHHOro KateTe-
pa nocrne ero yjaneHus U3 LepBrKanbHOro KaHana, npu Heobxo-
OMMOCTU NOBTOPHO NOMbITKX acnupawuu cnegyeT NCNonb30BaTh
HOBbIi 0fHOPAa30BbI kaTeTep. B cnyyae TpaHcabgoMuHanbHOW
XOPUOHOBMOMNCUN MPUMEHEHWE OLHOPA30BbIX WM MPAKTUYECKM
MOMHOCTHI0 UCK/THOYAET BO3MOXHOCTb UH(MLMPOBAHUA XOPUOHa,
0A4HaKO MpU NOBTOPHON MYHKLMU PEKOMEHAYETCS MCMOMb30Ba-
HVe HOBO Wbl

HapylueHuns LenocTHOCTM NAOAHOr0 My3bips Yalle BCTpeya-
I0TCA MPU TpaHCLEPBUKanbHOW XopmoH6moncum. OBbIYHO OHU
CONPOBOXJAIOTCA BUANMbIM MOATEKAHMEM OKO0MNAOLHON XuUa-
KocTh. OfHaKO Npu LOCTATOYHOM OMbiTe Bpaya akyllepa-ruHe-
Konora HapyLleHne LefloCTHOCTU MI0AHOr0 Ny3bips 0TMeyaeTcs
O4YeHb peako, meHee yem B 0,3% cnyyaes, a npw TpaHcabgomu-
HanbHON XOPMOH6UONCMM NPaKTUYeCKU He BCTpevaeTcs. [MosB-
NeHne KPOBSHUCTBIX BbIAENEHWUIA 13 NOMOBbLIX MyTeil —He peakoe
fIBNEHVE NPU TpaHCLepBrKanbHOW XopuoHbrnoncuun. OHo BCTpe-
yaetca noyutu y 30% nauMeHTOK, 04HAKO Cepbe3Hble KpoBOTeYe-
HUs ¢ 06pa3oBaHNEM PeTPOXOPUASIbHBIX FeMaToM ObIBAlOT PesKo
(Brambati B. et al., 1987). Mpu TpaHCabAOMUHa/ILHOM [LOCTYyMe
KPOBOTEYEHUA U3 MOMOBbLIX NyTel MOCNe onepaLun OTMevatoTCs
B €AMHUNYHbIX CNyYasX.
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V3BECTHO, YTO CEpbE3HYI0 NPobneMy ANS KapuoTUNUPOBAHUS
nno4a no KneTkam XOpMoHa npescTaBnseT XpOMOCOMHbIA MO3au-
umsm (cM. rnasy X). OfHUM 13 UCTOYHUKOB MO3auL3Ma MOryT
ObITb KNETKM MaTEpPUHCKWUX TKaHeil (3HJOMEeTpus), oTcacbiBae-
Mble LNPULLOM BMECTE C BOPCMHKaMU XOpnoHa. Mpu cTporom co-
61104eHUM MEeTOAUKMN GUONCUU BO3MOXHOCTbL acnupauum u no-
nafiaHus KNeTtok MaTepUHCKOro MPOWUCXOXAeHWA B npenaparbl
coctasnseT 0,1—1,3%. OHa 60nee BEPOATHA NPU UCMONb30BAHUN
TpaHCLEPBUKaNbHOro MeTosa.

YuunTblBas NOBbIWEHME pucka Rh-n3oMMMyHuM3aLmm npu no-
BPeXeHuUW niaueHTapHoro 6apbepa BO BpeEMS XOpUOH6MoOMNcuu,
XEeHWMHAM C OTpuULaTeNbHON pesyc-MPUHaaIeXHOCTbIO KPOBM
B NMPO(MNAKTUYECKUX LeNnsx nocfie BMellaTenbcTBa MokKasaHo
BBeJieHUe aHTupesycHoro ramma-rnobynvHa (Nicolaides K.H. et
al., 1996). B cnyvae HeobxogumocTtun MOy MU30MMMYHU3NPOBaH-
HbIX 6EPEMEHHbIX XXEHLLMH Lienecoobpa3Ho 0TAaBaTb nNpeanoyTe-
HMe MeHee TpaBMaTUYHOMY KopgoueHTesy. B HUWAT
M. [1.0.071a PAMH paspaboTaH v LWpoKO NPUMEHATCS cneym-
anbHblii anroput™m MJ, (bapaHos B.C. u ap., 2004) y 6epeMeHHbIX
¢ Rh(-) npnHagnexHocTbo KpoBu (Tabn. 9.1).

pynna pucka gna npeHaTtanbHOro KapuoTUMNMUPOBAaHUSA BO
Il TpumecTpe GepemMeHHOCTU POPMUPYETCH B 3HAUUTENIbHON Mepe
B pe3y/ibTate 6UOXMMUYECKOT0 1 Y 3-CKPUHUHTOB. C Lienbio nosyye-
HWA KNETOK N/ofa Ha 3TOM CPoke 06bIYHO UCNOMb3YIOT aMHUOLLEH-
Te3 (CM. HWXKe). B HacTosLLee BpeMs 3TO Camblid pacnpoCTpaHeHHbll
BapuaHT MHBA3VWBHOIO BMeELLATeNbCTBA, KOTOPbIA LUMPOKO NpuMe-
HAETCA B 3apyOeXHbIX MepuHaTaibHbIX LeHTpax AN LMArHOCTUKM
XPOMOCOMHbIX 60M1e3HeN y nnoga. STOT MeTof, 04HAKO, He CBOOOEH
OT psAja CYLLEeCTBEHHbIX OrpaHuyeHuid. Bo-nepBbix, 3TO KacaeTcs
ANMTenbHOro (0KOJIO 2 Hel.) KyNbTUBUPOBAHWUSA aMHUOLUTOB; B CNy-
yae NOATBEPXKAEHMSA LMarHo3a 3TO MOXeT NoB/eYyb 3a 060 He06Xo-
OUMOCTb MO3fHero npepbiBaHus 6epemeHHocTn (Carrera J.M., Di
Renzo, 1993). Bo-BTOPbIX, HEOOXOLMMOCTb 4/IMTENbHOI0 0XKNAaHUA
0TBETa MOXET CTaTb MPUYMHON MCMXO-3IMOLMOHANbHBLIX pac-
CTpoiicTB y 6epemeHHoi (Statham H, Green J., 1993).

lMprvMeHeHWe YCKOpPEHHOro npsMoro MeTofa MpUroTOBMEHUA
XPOMOCOMHbIX NpenapaToB 13 61MoNTaToB BOPCUH XOpMoHa (rnasa X)
MO3BOJISET C YCMEXOM UCMNONb30BaTh MeTO TpaHCaba0MUHaNbHO
6uoncum Kak B I, Tak 1 BO |l TpumecTpax 6epeMeHHOCTU. MeTogm-
Ka W MpaKTUYyeckne acnekTbl MPUMEHEHUs naleHTobroncum
NPaKTUYeCKN MAEHTUYHbI TaKOBbIM NPU XOPUOHOKUONCHK.
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Tabnuua 9.1
ANropuT™M NpoBeAeHNs UHBA3NBHOI NpeHaTanbHOW ANArHOCTUKN
HapylweHnii pa3snTua nnogay 6epemeHHbix ¢ Rh(-)
npuHagnexXHocTbo kposn B HUUNAT um. [,.0.0TtTta PAMH

WNHBa3MBHas gnarHocTuka:

1. Mpwu nepBoii 6epeMeHHOCTM Yy NauneHTKK ¢ Rh(-) NpuHaaneXXHOCTbH KPoBU
1 Rh(+) npuHaanexHoCcTbio KPOBM Y My>a BO3MOXHa Ha Nt06OM cpoke bepe-
MEHHOCTU ¢ 0693aTeNbHON pekoMeHAaLvein o npoBedeHN Rh-TunmpoBaHmns
nnoja u Npu HeobxoAMMoCTH BBefeHNs 1403bl aHTW-[-MMMYHOrnobynnHa B
TeuyeHune 48-72 4 nocne onepauuu.

2. MNpun NoBTOPHOI GepeMeHHOCTM y NaLMeHTKN ¢ Rh(-) NpUHaANeXHOCTbIO
KpPOoBM U Rh(+) NpYHAANEeXXHOCTbIO KPOBM Yy MyXa 1 oTcyTcTereM Rh-At -
Ha Nt06OM Cpoke 6epeMeHHOCTY ¢ 06513aTeNbHON peKoMeHAaL el o npoBege-
HuM Rh-TunupoBaHusa nnoga v BBeaeHWN 1403bl aHTU-[-UMMYHOFN06YMHA
B TeueHune 48-72 4 nocne onepauuu.

3. Mpu NoBTOPHOI GepeMeHHOCTM y NauMeHTKn ¢ Rh(-) NprHaaneXHoCTbio
KpoBu 1 Rh(+) NpuHaaneXxxHoCcTblo KPOBM Y My>a U Hannunem Rh-At, a
TakXe B Cllyyae OTArOWEHHOro «reMoNUTUYECKOr0» aHamMmHe3a —Lienecoo6-
pasHa npu cpoke 6epemeHHoCcTM 19—20 Hed. u 6onee (aMHMO- N KOPAOLIEH-
Te3) ¢ 0653aTeNbHbIM MHHOPMUPOBaHNEM GEPEMEHHON O BbICOKOM pUCKe
YCUNEHNS UMMYHU3aLMM NPU HeN36eXXHOM MOBPEXAEHUW NaLeHTapHOro
6apbepa. B cnyyae Hanmums abcontoTHbIX NOKa3aHUA N/MAN HaCcTOYMBOrO
XenaHua NauneHTKN BbINONHUTL MHBA3VBHYIO NMPeHaTanbHy AUarHoCcTUKY
Ha 60/ee paHHUX CpoKax 6epeMeHHOCTU (XOPMOH- 1 NnaleHTobuoncus),
HECMOTPA Ha BbICOKUIA PUCK YCUIEHNS UMMYHK3aLMN, B UCTOPUIO 6ONE3HN
BHOCMTCS COOTBETCTBYIOLLAA 3aNUChb, 3aBePeHHas MOANUCHI0 NaLMEHTKK.

4. NauneHTkn ¢ Rh(-) NpuHagneXxxHocTbo KpoBY 1 Hamurem Rh(+) npuHagnex-
HOCTM KPOBM Y N0fa NOCNe NCKNOYEHNS HapyLLEHWIA pa3BUTUS Naoja No AaH-
HbIM NpeHaTanbHOV ANarHoCTUKY ANs AaNbHelLwero HabnaeHns 1 obeneso-
BaHMA HaNpa&stoTCs Ha CNeLManu3npoBaHHbI Nprem coTpyAHWMKOB fabopa-
Topun natotusvnonoruu nnogac kaburHetom Y34 HUMAT um. [.0.0T1ra
PAMH.

9.2. AMHNOLEHTE3

AMHnoueHTEe3 (ALl) - NYHKUMS aMHUOTUYECKON MOoCTH C Lie-
Nbl0 W3B/IEYEHWSI OKOMOMIOAHOM YKUAKOCTUW C HAXOAALLMMUCA B Hel
KNeTKaMW —aMHUoOUMTaMn — 41a MOC/eayroLmnx 1abopaTopHbIX
MCCNEfOBaHWIA WV BBEAEHWSI B aMHMOTUYECKYH MOMOCTb fleKapeT -
BEHHbIX CPeACTB NPK SIeYeHUM PALa OCO>KHEHUI TedeHns bepemeH-
HOCTUW. OTO BMeLLATe/IbCTBO MOXET BObITb BbIMOMHEHO KakK B | Tpu-
MecTpe (TaK Ha3blBaemblii paHHU aMHMOLEHTe3), Tak 1 BO Il u
11 TpUMecTpax 6epeMeHHOCTH.

AL, aBnfeTca nepsbiM WMHBA3WBHbLIM BMeLLATE/IbCTBOM, MpU-
MEHEHHbIM BO Bpems 6epeMeHHOCTU. B KoHue XIX B. ero ctanu
MCNo/Mb30BaTh ANS 3BaKyaL MM aMHUOTUYECKOMN XNAKOCTM U3 Mo-
NOCTU MaTKN npy 6epeMeHHOCTH, OCNIOXHEHHON pa3BUTUEM Bbl-
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paxxeHHoro mHorosoausa (Prochownik L., 1877; Lambi D., 1881).
HenocpepfcteeHHo ans M4 ALL 6bin Bnepsble MPUMEHEH B Havase
1950-x rogos. CHavana D.Bevis (1953) BbISiIBUN CBA3b MeXY CO-
fepxaHmem 6unnpybrHa B OKONOMIOAHOM XUAKOCTM U TsXec-
TbIO TEMOSINTMYECKON 60Me3HN Y HOBOPOXAEHHbIX. 3aTem
AW.Liley (1961) npegnoxun npoBegeHue cepuitHbix AL ans
onpefeneHns TakTUKW BefeHUs GepeMeHHOCTU, OCMOXHEHHON
n3oceHcmbunusaLmeid matepy no pesyc-hakTopy, Ha OCHOBaHUN
onpefeneHns cogepXXaHus ypoBHs 6unmpyouta B AXX npu npor-
peccupoBaHUM GePEMEHHOCTH.

B 1960-x rogax aHanu3 Knetok AXX, nony4deHHsix npu AL, no-
3BOINJT OMpPeAensTe N0 NA04a U TaKMM 06pa3om NpoBOAUTbL AU-
arHocTuky X-cuenneHHbix 3abonesaHuid (Riis P., Fuchs, 1960;
Seer D.M., Margolis E., 1964), a TakXe pa3nnyHbIx MeTabonunyec-
Kux HapyweHwuii y nnoga (Jeffcoat T.N.A. et al., 1991; Nadler H.,
1968). lMocnepytolwme unccnefoBaHnsa MNokKasau BO3MOXHOCTb
BblfeneHus n3 AXK )XM3HeCnocobHbIX K/IeTOK NA0AHOro npouc-
XOX[EeHUsA, WX KyNbTUBUPOBaHUA U  KapUOTUNUPOBAHMUA
(Jacobson C.B., Barter R.N., 1967; Steele M.W., Breg W.T., 1966).
OTW HaxXo4KW npefonpefennnun LLIMPoKoe npumeHeHue ALl ans
M/ HacneacTBEHHbIX 60NE3HEN.

CunTaeTcs, YTO Ha paHHUX CpoKax 6epeMeHHOCTU AXK Hakann-
BaeTCHA B aMHMOTUYECKOI MONOCTH 3a CHET OCMOTUYECKOTO FpagneH-
Ta MEeXAy 3MOpPMOHOM M aMHMOTUYeckoi monocTblo (Seed A.E.,
1980). K 10-i4 Hegene 06beM 0KOMOMNO4HOW XNAKOCTU COCTaBNA-
eT 0K0/10 30 M/1 M yBENNMYMBAETCA B CpegHeM Ha 20 M1 B HeLeno Ao
14 Hep., n go 60 mn B Hepento o 18 Hen. 6epeMeHHOCTU. Moue-
NpoAYKLMS Naoja —OCHOBHOW MCTOYHWMK OKOJIOMJIOAHOMN XUA-
koctn Bo Il n 111 TpumecTpax. Mpn GOHOLWEHHON 6EPEMEHHOCTM
06bem mouenpofykumm nnoga coctasnset 500-600 mn B AeHb
(Brace R.A., 1988).

Knetkn AX —aMHUOUNTBI —3TO KNETKU PasNyHbIX TKaHei
nnoga (Nerkme, KULWeYHNK, MOYEBOIA Ny3bipb), aMHUOTUYECKNX
060/104€K 1 MYNOBUHbI, KOTOPbIE Pa3/IMYHbIMU NYTAMKU nonaga-
HOT B OKOIONMOAHYO XXMAKOCTb. Hanbonblwinin nHtepec ana MNpia
npeacTaBnaoT GuopobnactTonofobHble aMmHUOUUTBLI, KOTOpble
o6nagatoT HamMbonblIe MUTOTMYECKON aKTMBHOCTbtO. OKO/MO
20% aMHMOLMTOB COXPAHSAIOT XXM3HECNOCOOHOCTb NPU KYNbTUBK-
poBaHUM B creLuanbHbIX cpesax.

LNnTenbHOCTb KyNbTUBMPOBAHWA aMHMOLMTOB COCTaB/IsET,
B CpegHeM, 12—14 aHeiA, a pe3ybTaTbl KAPMOTUMMPOBAHNS NOMyYa-
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IOT TOJIbKO Yepes 2-3 Hef. nocne amHuoueHTesa. B 0,5-1% cnyua-
€B 1ccnefoBaHne KynbTypbl KNETOK He MO3BOMSET MPOBECTU Ka-
proTMNUpPOBaHMe N0Aa, YTO MOXET BbITb CBA3AHO C OTCYTCTBMEM
pocTa aMHUOLMWTOB WAW KOHTaMWHaLMen KynbTypbl KeTKamu
MaTepPUHCKOro npoucxoxgeHuna (cm. rnasy X). Heobxogumo oT-
MeTUTb, YTO B MOC/efHUe rofAbl B 3apy6exHbIX LeHTpax M/ oco-
6EHHO LIMPOKO NCNOMb3yeTCH HOBbIA METO MONEKYNAPHOW auar-
HOCTUKM XPOMOCOMHbIX 60ne3Heir (meTog QF-PCR), npuuem
06BEKTOM UCC/IeJ0BaHUA ABNAKOTCA HEKYNbTUBMPOBAHHbIE KIIeT-
K AXK, nonyyaemble ¢ nomolbio ALl (cM. rnasy XV). Uccnepo-
BaHMe OHK amHMOLMTOB Npy MOMOLLN MOMEKYNAPHO-TEHETU-
YeCcKUX MeTOZ0B TaKkXe No3BosseT NposoauTb M MHOTMX MOHO-
reHHbIX 3abonesaHnii (cMm. rnasy Xl).

Kpome amHuounToB B AXK NpucyTCTBYeT MHOI0 61MOX1MMYec-
KX NPOAYKTOB MeTabonun3ma nnoga, onpefeneHne KOTopbix Tak-
e MOXeT 6bITb MCNOoNb30BaHO ANnd M HEKOTOPbIX HaCcNeLCTBEH-
HbIX 60ne3Heli (MyKOBUCLMAO3, afpeHOreHUTaNbHbIA CUHAPOM,
JedekTbl 3apalleHns HeBpaibHOW TPYOKMW, pasnuyHbie 60/1e3HK
«HakonneHusa») (bapaHos B.C. u ap., 2002; baxapes B.A, 2004).
O[iHaKo B CBA3M C yCrexaMu B U3y4YeHUn reHoma YesioBeka b1oxm-
MUYECKME NCCNe0BaHNA aMHUOTUYECKOW XXMAKOCT NOCTeneH-
HO BbITECHAKOTCA MOJEKYNAPHO-TeHETUYECKUMU MeTOLaMU Anar-
HOCTUKM HacneAcTBeHHbIX 6onesHeli y nnoga (bapaHos B.C.
n ap., 1997, 2004).

AL, B nepnog c 16-i fo 20-i Hegenn 6epeMeHHOCTU SBNSiETCA
O HOV M3 COCTaBAAOLMX aITOPUTMA NPEeHATaIbHOr0 CKPUHUHTa
Ha Hannuve [eeKTOB pasBUTUA HEpBHOW TpybKM nnoja.
Mpw yBennyeHnn KoHueHTpauunm API1 B CbIBOPOTKE KPOBU Ma-
Tepu 6Gonee 2,5 MOM onpepeneHne KoHueHTpauuu A®PII
M Hanmumna cneumgpruyeckoin M30(hopMbl aLeTUIXONMHICTepasbl
B AX nmo3sonseT BbIABUTL 40 98% cnyyaeB faHHOI MaTonoruu
y nnoga (UK collaborative study, 1979). CoBpemMeHHble ynbTpa-
3BYKOBbIE ANArHOCTUYeCKME TEXHONOTUN MOCTENEeHHO BbITECHS-
0T M3 KIMHWYECKON NPaKTUKN 3TOT MeTO[, BbIAB/IEHNA NMOPOKOB
pa3BuTns HepBHOW Tpybkm (Nadel A.S., 1990). BmecTe ¢ Tem,
yBEe/IMYEHNE KOHUeHTpauuu AP B cbiIBOPOTKE KPOBM GepeMeH-
HoW 6onee 4 MoM siBnsieTCA CEPbe3HbIM YKa3aHMEM B MO/b3y Ha-
INYNA NOPOKOB HEPBHOM TPYGKM MW APYTUX HAPYLLUEHWIA pa3Bu-
Tva nnoga (cm. rnasy VII).

YNbTpa3ByKOBOW MOHUTOPUHT BO Bpemsa ALl B KOpHe U3MeHW/
MeTOAMKY ero BbINOJIHEHUSA U noBbicun Ao 100% adpdheKTUBHOCTD
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nonyyeHmsa AXK, a Takxke 3Ha4YMTENIbHO CHU3WUIT YaCTOTY OC/IOXHe-
HWUI Kak co CTOPOHbI MaTepu, Tak u nnoga. ALl ¢ uenbto npeHa-
TaNbHOr0 KapMoTUNMUPOBaHUS 0ObIYHO BbINONHAeTCA ¢ 15-i1 no
17-10 Hepenu 6epemeHHocTU. M3BnekatoT 10-20 mn AXK, uTo co-
cTaBnseT okono 10% ee obuiero o6vema (Ramsey P.A., Fisk N.M.,
1996).

B nocnefHue rofbl ¢ NOBbILEHWEM paspeLuaroLleii cnocob-
HOCTW yNbTPa3BYKOBbLIX NPMOOPOB NPOBefeH pAA paboT no uccne-
[0BaHUI0 KIMHWUYECKON 3(p(PeKTUBHOCTM «PaHHEr0o» aMHUOLEH-
Tesa, BbINO/HSEMOro ¢ 9-i1 no 14-t0 Hegento 6epemeHHocTn (ba-
paHoB B.C. n gp., 2002). YunTbiBas Manbiit 06bem AX B 3TOT ne-
puog 6epeMeHHOCTH, AHA MOBbILEHUA KONMYECTBA U3B/IEKAEMbIX
aMHMOLMTOB NpeSioXeH MeToq amHuounsTpauum (Bume D.L.,
1995). AHann3 oTfaneHHbIX pe3ynbTaToB «paHHero» ALl nokasan
yBeNnYeHne pucka npepbiBaHnin 6epeMeHHOCTM, YMcna npexaie-
BPEMEHHbIX POLOB, W, YTO 3aCNyXMUBaeT 0CO60ro BHUMaHUA, Mno-
BblLLIEHWe 4aCTOTbl HapYyLIEHWA aHATOMMYECKOro u (yHKLMO-
Ha/IbHOr0 PasBUTUA IEFKMUX MNNOLOB MOC/e TaKOro BMeLlaTensbeTea
(Penso C.A., 1990).

MprBeAeHHbIE faHHble 3aCTaBAAOT C ONpeAeneHHO 0CTOPOX-
HOCTbH OTHOCUTLCA K NPUMEHEHUIO «paHHero» ALl ¢ uenbto MA.

S.3.KOPAOLEHTE3

KopgzoueHTes (KLL) —BHy TprMaTO4HasA NyHKLMS COCY0B Myro-
BMHbI /19 MOMYYEHNA KPOBM M/104a C LIESbo ee 1cnosb3osaHns ans M4,
BPO>K/AEHHbIX U HAC/MEACTBEHHbIX 3a00/1eBaHWI MI04a W OLEHKW ero
(pyHKLMOHaIbHOTO COCTOSAHUS.

BnepBble uccnefoBaHne KPOBY MN10La 40 €ro poXKaeHUs 6bino
BbinosiHeHo E.Saling B 1960 r. (Rote N.S., 1982). Mpo6bl KpoBu
nonyvaan U3 KoXHbIX MOKPOBOB FON0BKKW MNi0fa MOC/e 0TX0Xe-
HWUA OKOMOMNOAHBIX BO B pogax. OCHOBHOI Lenblo 3abopa Kpo-
BW Nnoja B pojax 6blna oLeHKa COCTOAHUSA ero KUCI0THO-0CHOB-
HOro paBHoBecus. B nocneaytoliem 3TOT MeTO/ cTan obuienpus-
HaHHbLIM N PeKOMeHA0BaH Npu BefeHUW POAOB Y XEHLLWH B Cy-
Yyae NoL0O3PeHns Ha pa3BUTUE TUMOKCUN M1oAa.

MonbITKM Nofly4yeHUs KPOBWM Noja BO BpeMs 6epeMeHHOCTH
6611 NpeanpUHATLI ewe B cepeamHe 70-x rogos. Tak, B 1974 T.
nossunocb coobuieHne (Kan Y.W. et al., 1974) 0 BO3MOXHOCTK
nposefeHus M remornobnuHonaTuin NyTem nccnefoBaHnn Kpo-
BM NJI0AA, U3BNEYEHHON C NMOMOLLbI0 MHOXECTBEHHbIX MYHKLWI
nnaueHTapHol TKaHu. OfHaKo Npu Takoi METOAMKE npakTuyec-
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KN HEeBO3MOXXHO M3BfieYb KpPOBb njofa 6e3 npuMecn MatepuH-
ckoii kpoBm (Alter B. et al., 1976), 4TO He N03BOMANO UCNO/bL30-
BaTb ee Ans [, 60NbLUIMHCTBA HACNeACTBEHHbIX 3ab0/eBaHWi
nnoga. Mpu aTom B CBA3M C Pa3BUTMEM NIOLOBLIX KPOBOTEUEHNI
1 BO3HWKHOBEHMEM MATOYHOIN aKTMBHOCTM YacToTa rubenu nno-
[os gocturana 10%.

B panbHeiiwem gns M3BfeveHUs KpoBM naoga Gbina npegno-
XeHa (peTocKonmus, NO3BOMAKLLAS OCYLECTBAATb OMTUYECKYH
BU3yanu3aLuuio cocyfoB nioja B nofocTu Matku. MNpu (eTocko-
Ny NpoBOAMAACh MYHKLMA COCYAOB MI0A0BOM MOBEPXHOCTU
nnaueHtsl (Hobbins J.C., Mahoney M., 1974) unu HenocpeacT-
BEHHO cocyaoB nynosuHbl (Rodeck C.H., Campbell S., 1978).
3TN MeTOAMKM NO3BONSANM MONY4YaTb KPOBb Nnoja 6e3 npumeceit
OKO/ONMOAHOW XWAKOCTU W/WAWN KPOBW MaTepu, OLHAKO OHU
NUMeNu CYLLEeCTBEHHbIE TEXHMUYECKME OrpaHUYeHuns. Tak, UCMoNb-
30BaHMe OMepaLuoHHbIX (PETOCKONOB CBA3aHO CO 3HAYUTE/bHOIA
TpaBMOli MaTKW W, BCNELCTBME 3TOr0, C YBE/MYEHWEM HacTOThl
npepbiBaHUn 6epemMeHHOCTU HEMOCPEACTBEHHO MNOC/ae onepa-
unn —ao0 5—8% (International fetoscopic group, 1984). Kpome To-
ro, AaHHOe BMeLUATe/IbCTBO HEBO3MOXHO MpU PacnonoXeHuu
NAaueHTbl Mo NepefgHei CTEHKe MaTKW, NPW YMEHbLUEHUU KOMN-
4yecTBa aMHMOTUYECKON XUAKOCTU, a Takxe TpebyeT cTaunoHap-
HbIX YCMIOBUIA 1 MPUMEHEHNS aHECTE3NN.

3TN HeJoCTaTKM PETOCKOMMUM NPUBENN K ee NoNHOMY 3abBe-
HWKO MOCne MOSIBNEHUS aNbTEPHATUBHON METOAWKW MOJTyYeHUs
KpPOBM Nnoja nyTem MNyHKUUKW BEHbI NYMOBUHbI NOJ Y/bTPa3ByKo-
BbIM KOHTponem (Daffos F. et al., 1984). CyLiecTBYOT HECKO/IbKO
TEXHUYECKM pa3MYHbIX BapnaHTOB 3abopa KpoBK Maoga c NoMo-
wbto KL|. MicTtopnyeckn 6onee paHHei ABnseTcs TpaHcabaomm-
Ha/flbHas TpaHcnnalLeHTapHas NyHKLMUA cOCY0B NYMOBUHbLI B 06-
NacTm ee «KOPHA» MeTo40M cBO6oAHON pyku («free hand»). MeTo-
VKA 3aK/o4vaeTca B NYHKUMW cocyfa MyrnoBWUHbI LOCTATOYHO
«TOMCTbIMU» urnamy — 18—20G, 4to aABnAeTcA onpepesieHHbIM
HeJOoCTaTKOM, TaK Kak Npu 3TOM YBe/IMYMBaEeTCA PUCK KpoBOTeYe-
HUS M3 MecTa NYHKUUN. Ee apyrum cyLecTBEHHbIM HeJ0CTAaTKOM
ABNAETCA HE0OXOAMMOCTb flaTepasbHbIX ABVKEHWIA WFAOA Npw
BbIOOPE ONTUMa/IbHON MAOCKOCTY ANS BbIMOAHEHNA MYHKLMWMW CO-
cyja, u4TO YyBe/lMYMBaeT TPaBMaTUYHOCTb BMeELUIATENbCTBA
(Angel J.L., 1989; Soothill P.W., 1996).

B HacTofwee Bpemsa TexHuKa KL cyLlecTBeHHO yCOBepLLUEH-
cTBoBaHa. OHa BbIMOMHAETCA MOA KOHTPOJIEM Y/bTPa3BYKOBOIO
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nccnefoBaHus B amBynaTopHbIX YCNOBUAX, He TpebyeT npemenm-
Kauuu un aHectesuu. CobntogeHve npaBun acenTUKM N aHTUCEN-
TUKW OJHOTUMHbBI AN BCEX BHYTPUMATOYHbIX BMeLIaTebCcTB. Me-
TO/AMKa BbINO/HEHUA BMELLATeNbCTBA 3aBUCUT OT OnblTa U Bbl60-
pa Bpaya. OHa MO>KeT BK/IOUYATb TEXHUKY «CBODOAHOW PyKu» win
MCMOMb30BaHVe MYHKLMOHHOIO ajanTepa K y/bTpa3ByKoBoMy AaT-
UMKy C TPaccoii NMpOLBU>KEHMS UMbl Ha 3KpaHe MOHWTOpa Y3-cka-
Hepa. BO3MO>KHO 1CMO/b30BaHWE OHO- WM [BYXUIO/IbHOrO MeTOoAa.
MpeanoyTnTenbHa NYHKUMSA BeHbl MYMOBUHBI, B CBA3U C MEHb-
LIMM KONMYECTBOM OC/IOXXHEHWIA CO CTOPOHbI NioAa Mo cpaBHe-
HWIO C acnupauuei Kpoey nNnoga u3 apTepuid. MyHKUMA BeHbI Ny-
MOBWHbLI MOXET NPOBOAUTLCA B MECTe ee BblXOfa W3 MJaLeHThl,
Ha CBOOOHOM Yy4yacTKe neTenb NMynoBUHbI B6IM3M MeCTa BXOX[e-
HWA BEHbI MYMNOBWHbI B GPIOLLHYIO NONOCTb MI0LA UM Ha €€ BHYT-
pMNEeYeHOYHO YacTu. B 3aBUCMMOCTM OT B3aMOPaCMOoXeHMNS
nNaueHTbl, NeTenb NYNoBUHbI U NI0Aa MPOXOXAEHWE UMbl K MYH-
KTUPYEMOMY COCYZly MOXeT OCYLLEeCTBAATLCA TpaHCaMHWOHaNb-
HO, TpaHCMNaueHTapHO WAM TpaHcnaaLeHTapHO-TPaHCAMHWO-
HanbHO (Mwuxaiinos A.B., 1996).

Mo HaWWM JaHHbIM, NPEANoYTUTENIbHLIM ABNAETCA UCNOJb30-
BaHWe MYHKLWOHHOIO ajanTepa, ABYXUro/ibHOro MeTofa 1 TpaHc-
aMHUOHAaNbLHOTO JOCTYMA K BEHE MYMNOBUHbI Ha TI060M JOCTYMHOM
ee yyactke. Jtanbl nposegeHnsa KL, npusefeHbl Ha pucyHke 9.2.
Mocne cooTBeTCTBYOLElV 06paboTKM NepeaHel GPHOLLHON CTEHKM
NPOBOAAT AeTa/lbHOe Y/bTPa3ByKOBOe uccnefoBaHue. Onpegens-
0T MECTO MYHKL MW TaKUM 06pa3oMm, UTOBbI TPaeKTOpUS ABUKEHUS
UrNbl MO BO3MOXHOCTU He MPOXOAWNa 4Yepes MniaueHTapHyHo
TKaHb, He 3aTparveana Tena nnofa, a BeHa ABnanacb 6nu3sne-
Xalwum K AaTynmky cocyfoM nyrnosBuHbl. MeTof npegycmarpusaeT
ncnonb3oBaHue AByx urn. Mepsoit wurnoi (18—20G, AnnHONM
100—150 Mm) yepe3 NYHKLMOHHbIV agantep BbinonHAlT AL, Mo-
Cfle U3BNleYeHNa MaHApeHa WNPULOM acnupupyroT Heobxoanmoe
KO/MYECTBO OKOMOMMOAHON XWAKOCTM ANA NOCMeAytoLLero aHa-
nunsa. Yepes npocseT NepBOi UMbl B @aMHUOTUYECKYH MNOMOCTb
BBOAAT BTOpYytO urny (22—25G, gnuHoi 150—200 mm) ans Heno-
CPEeACTBEHHOTO BbIMOMHEHNA MYHKUUW BeHbl NMYMOBUHbLI. KoHel,
Urbl NOABOAAT K BEHe B NMPOEKUMU ee Haubonbllero gmamerpa
M KOPOTKMUM, HO PE3KUM [BUXXEHNEM OCYLLECTBNIAIOT MNYHKLUUIO CO-
CyZac BBEAeHWEM KOHLLA UT/Ibl B €70 MPOCBET. PacnonoXKeHne KoH-
ua urnbl B cocyfie HeobXo4MMO KOHTPOAMPOBATb BU3YyabHO.
Mpu pacnonoXeHW Urbl B NYNOYHON BEHE K Heli NOACOeANHSAOT
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Puc. 9.2. 3Tanbl BbINOAHEHUS TpaHCab40MUHABHOIO KOPAOLeHTe3a.

renapuHU3MpoBaHHbIi WNpuy 06beMoM 1—2 mMa W nonyyaroT
KpoBb Nnoga. B 3aBncmmocTn oT nokasaHmii K KL, n oT cpoka 6e-
PEMEHHOCTY U3BMEKAOT 1—3 M KPOBM, NOCAE YEro UMbl Mea/ieH-
HO yAansalT U3 MOMOCTU MAaTKW. YCMEeWHOCTb NOyYeHUs KPOBU
nnoja ¢ nepeoil nombiTKM npu npoBegeHun KL, coctaBnset
95-99% (Muxainos A.B., 1996, 1999).

VMcnonb3oBaHne GUMOMNCUIAHLIX afanTepoB ANA WM CHWKaeT
PVCK TpaBMaTM3aLun MyMOBUHbI UAWN CMELLEHWS WUr/bl BO BPEMS
B3ATUA 06pasua kposu (Weiner C.R et al., 1991). OfHako cnegyet
YUUTBIBATh, YTO OFpaHWYeHNe naTepasbHOW NOABVMXHOCTU MYHK-
TUPOBAHHOM METAN NYNOBWHbI B 3TOM C/lyvae MOXeT 3aTpyAHATb
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BbIMO/IHEHWE BMELLATe/IbCTBA, €C/IM BO3HUKAeT Heob6XOoAMMOCTb
N3MEHWUTbL MOMOXEHUE UMb, B 3TUX Ciy4yasx urny oT nyHKLWOH-
HOro aganTepa MOXHO OTCOEAUHUTb W MPOLO/IXKUTE MaHWUMy-
nagmio.

KoHTposb KayecTBa o6pasua KpoBuW, MONYYEHHOrO NPU UH-
Ba3VBHOM BMELLIATENIbCTBE, ABMAETCA BAXHbLIM 3TANOM npouesy-
pbl KL. KoHTaMMHaL/a ero KpoBblo Matepu M aMHUOTUYECKO
XUAKOCTBI0O MOXET CHU3UTb AMarHOCTMYecKyto LeHHocTb KLI.
Ana gndgpepeHumpoBaHns NAOAOBOA M MaTEPUHCKOW KPOBM
npeLnoXxeHo Heckonbko TectoB (KysHeuosa T.B. v gp., 1999).
B HUNAT um. [.0.07Ta PAMH NpvMeHAIOT CnefyroLuia TecT.
B npo6upky, cogepxalyyto 5 Ma gUCTUNNMPOBAHHOR BOAbI, A0-
6aBnAOT HeMmocpeAcTBEHHO nepef ynoTpebneHnem 1 mn 0,25N
NaOH, 3atem go6asnatoT 0,05 mn (1-2 kannu) kposu. Mepeme-
WMBAIOT COAEPXMMOE MNPO6GMPKM MNOKauYMBaHWEM B TeYeHUe
1 MWH. N3MeHeHMe LBeTa OT PO30BOro A0 TEMHOIO 3e/IeH0-KO-
PUYHEBOrO CBMAETENbCTBYET O NMPUCYTCTBMM B 06pasLe KpoBu
maTepu. AIpKO-p030BbIi LBET YKa3blBaeT Ha OTCYTCTBME KOHTa-
MUHaL K.

[unarHoctuyeckue BO3IMOXKHOCTU UCCIEA0BaHNUA KPOBU nioga
OnpefenatT N OCHOBHbIE NokasaHua and KLU, K HUM oTHocATcA
KapnoTunupoBaHue NAofa U AMarHoCTUKa MOHOTEHHbIX 3a60ne-
BaHWiA. Mpamoli aHanu3 PakToOpoB CBEPTbIBAIOLLEl CUCTEMbI KPO-
BU npu remodunuu A n B n remorno6uHa naoga npu p-tanacce-
MWW [O/ITOe BPEMS OCTaBa/UCb efVMHCTBEHHbIMU MeTodamu M/
reHHbIx 60ne3Hein (Weiner C.P., 1964). OgHako B CBA3M C BbICT-
pbIM MPOrPeccoM MOJIEKYNAPHO-TEHETUYECKNX METOAO0B, MOJyYe-
HWe KPOBW Nofa TOMbKO ANA AUarHOCTUKU MOHOTEHHbIX 60/es-
Heli B HacTosLLee BPeMS MCMOMb3yeTca AOCTaTOMHO pefKo. Bos-
MOXHOCTb KapuvOTUNUPOBAHUSA C WCMO/b30BaHMEM B KayecTBe
matepuana niMmgoumMToB KpoBu nnoga genatot KL npouepypoli
BbI6bopa 4n1s 1abopaToOpHON ANArHOCTUKU XPOMOCOMHBIX 60/1e3-
Heli BO BTOPOI N0N0BMHE 6epeMeHHOCTM.

Hawvboree yacTbIM nokasaHnem Ans BbinonHeHus KL, asnseTca
OMarHocTVKa reMoMTUYecKol 60Me3HN MNnoga, BO3HUKAOLLEN
BcregcTave Rh(-) nsonvmmMyHusaumm maTepun. Bennumna tutpa Rh-
aHTWUTeN B KPOBM GepeMEHHO XEHLWWHbI N UCCNef0BaHMe ONTU-
YeCKOW MNOTHOCTU OKOJSIOMOAHONM XMAKOCTU He JAK0T TOUHON
MPOrHoOCTMYeCKol uHpopMauum o coctoaHuu nnoga (Wei-
ner C.P., 1964). KLl n nocnefytollee nccnefoBaHne KpoBu nnoja,
N3B/IeYEHHON U3 BEHbl NMYMOBUHbI, ABAAOTCA METOAOM Bblbopa
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Npy ANarHOCTUKE U OLEHKEe CTeMeHU TSXECTU FeMOANTMYECKON
6onesHu. MNepenuBaHWe JOHOPCKOIM KPOBW MA04Y NpU MOMOLLU
KL, no3sonseT npoBOAUTb NeveHmne TKebIX (hopM 3Toro 3abose-
BaHua (Muxaiinos A.B., 1999; Daffos F. et al., 1983).

HoBble BO3MO>KHOCT M B OLIEHKe COCTOSAHMSA N/104a 0 TKPbLIO Npu-
MeHeHve KL, gns gmarHoCTUKY nepyHaTaNbHbIX UHGPEKUWA. VaeH-
TuurKauus cneympmyHslx IgM B KpoBM naoga npy ToKconnas-
MEHHOM, LMTOMEranoBUPYCHOM UHMEKLNAX, a TaKXKe Npu Kpac-
HYXe MO3BOJIET YCTaHOBUTb HaNMUMe MHHEKLNOHHOIO nopaxe-
HWA NNofa B aHTEHATa/lbHOM MepuofAe U CBOEBPEMEHHO HaYaTb
cneyupuueckyto Tepanuio. Ncnonsb3osaHne AHK-aHanusa no-
3BO/ISET TaKXe [AMArHOCTMPOBATb NApBOBUPYCHYIO WH(EKLNto,
BbI3bIBAIOLLYIO 3PUTPOLUTAPHYIO annasuio, aHeMmM0 U pasBuTue
HEVMMMYHHOTO OTeka y nnofa. CBOeBpeMeHHas AnarHoCcTnKa uH-
(heKLMOHHBIX NMOPaXXEHWUA Na0Aa OTKPbIBAET HOBbIE BO3MOXHOC-
™ A5 cneyndunyeckoi BHYTpuyTpo6Hoi Tepanum (Giovangran-
diy. etat, 1996).

AfekBaTHas OLEHKa COCTOSHUA MA04a NpU OCNOXHEHHOM
TeyeHMn BGepeMeHHOCTU ABAAETCA OLHOM M3 OCHOBHbIX 3afau
nepuHaTasibHON MefuLMHbI. PaHHee NosiBNeHue TAXXeNbIX PopM
3a[lepP>KKN pa3BuTuUS, 0COOEHHO CONPOBOXAAOLLEECA MaNlOBOA-
€M, Jaxe MpU OTCYTCTBMM CTPYKTYPHbIX aHOManuii, HepegKo
CBA3aHO C HaM4YMEM Y NA0La XPOMOCOMHOW natonorun. B no-
LJO6HOW cuTyaunn, No HEKOTOPLIM JaHHbIM, ee PUCK COCTaBNseT
6-16% (Weiner C P., 1964; Soothill P.W., 1996). CyLueCTBeHHbI
HayuYHbIli 1 MPaKTUYECKUA MHTepec MNpeAcTaBnseT McclefoBa-
HUe KpoBuW, n3snedyeHHol npu KL, ans oueHKW cTeneHun Hapy-
LIEHNA KUCNOTHO-OCHOBHOTO, GUOXUMUYECKOTO U TOPMOHaSIb-
HOro COCTOAHWA MNJioAa NPU OC/IOXKHEHHOM TeYeHUU HGepemeH-
HOCTW. MccnegoBaHue KpOBWM MA0OAa akTyalbHO M Npu APYrux
OC/IOXXHEHMAX 6EPEMEHHOCTM, HaNpUMep, Npu caxapHoMm uabe-
Te y MaTepu.

PuCK 0CnoXXHeHWiA npu BeinonHeHun KL, MuHMManeH, ogHa-
KO €ro He cfeflyeT HeflooLeHMBaTb. Tak, NpW HaNMYUKM NaTONOrUm
y nnoga puck KL, cyuiecTBeHHO Bbile. Mpy OLEHKe 4acToTbl
ocnoxHeHni KL, B 3aBUCMMOCTM OT MOKasaHWiA K ero nposege-
HWIO, YacToTa NpepbiBaHWii 6epeMeHHOCTeli B TedeHune 2 Hed. no-
Cfe onepaumm CyulecTBEHHO BapbupyeT. OHa cocTasnsna 1,3%,
€C/IN BbIMOIHANACL NPU HEOCNIOXHEHHOM TeYeHUn 6epemMeHHOC-
™; 6,6% —B CBSI3W C BbIABNEHWEM Y N0JA NOPOKOB Pa3BUTHSA,
13 8% - B CBA3U C 334€P>KKOI pa3BuTus Nnoga; n 25% - B CBA3N
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C HeMMMYHHbIM oTekom (Maxwell D.J. et al., 1991). 3Tn faHHble
corfacylTca ¢ pe3ynbTaTamy WCCNeAoBaHWA, MPOBEAEHHbIX
B HWWAT um. [.0.011a PAMH (BapaHos B.C. n ap., 2002). Mo-
Ka3aHo TaKXXe, YTO YacToTa OC/IOXKHEHWIA He CBA3aHa C HanyYneM
y 6epemMeHHbIX XXeHLWH JIOKabHOr0 HanpsXeHus MUOMeTpus,
MMOMAaTO3HbIX Y3/10B, py6Lia Ha MaTKe noc/e onepauumn Kecapesa
CeYeHUa N HeBblHalIMBaHUA 6epeMeHHOCTU B aHaMHe3e. Kpome
TOrO, PUCK OCNOXXHEHW NOCMe MHBA3MBHbIX BMeLLATENbCTB, Bbl-
MOMIHEHHbIX B CTAaLMOHapHbIX MM B aMBynaTOpHbIX YC0BUAX,
npumepHO oauHakoB (Mwuxaiinos A.B., 1999).

Be3ycnoBHO, BaKHOe 3HaYEHNE NMeeT METO[, C NOMOLL b KO-
TOPOro NpoBoAnscs 3abop KPpoBM Nofa, a TakKe CPOK 6epemMeH-
HOCTW Ha MOMEHT BMeLUaTe/IbcTBa. 10 AaHHbIM MTepaTypbl NyH-
KUMSA BHYTPUMEUYEHOYHOW 4acTW BeHbl NMYMOBUHbI UAN Kapauo-
LeHTe3 yvalle OC/IOXKHAETCA aHTeHaTanbHOW rnbenbto nnoga
(6,2%) (Antsakis A.L. etal., 1992). O6bl4HO KL, BEINO/IHAETCA NO-
cne 20- Hefenn 6epeMeHHOCTM, HO ero NpoBeaeHYe B bonee paH-
HWe CPOKW He COMPSXEHO C AOCTOBEPHbLIM MOBbILIEHUEM pPUCKa
npepbiBaHUS 6epeMeHHOCTU, YTO, O4HAKO, B 3HAYMTENLHOW CTe-
neHu onpeaenseTcs KBanugmkaumen onepatopa (Orlandi F. etal.,
1990).

KpoBoTeyeHns U3 MecTa NMyHKUUW cocyfda NynoBUHbI nocne
M3BNEYEHUS WUI/bl OTMeYarTca LOCTaTOYHO 4acto, nNpubnausun-
TenbHO B 40% cnyyaeB. V13 HUX TONbKO B 4-20% cny4aes npogon-
XWUTENbHOCTb KPOBOTEUEHMIA cocTaBnseT 6onblue 60 c. Mpu nyH-
KUWUW apTepun MymnoBWHbI 4acTOTa, WHTEHCUBHOCTb W OJINTENb-
HOCTb KPOBOTEYEHMUS CYLLECTBEHHO 60/bLUe, YeM MPU MYyHKLUK
BEHbI NYMOBWHbI. YBe/lMYeHNe ANNTE/IbHOCTM W 4acTOTbl KPOBO-
TeYeHNss OTMEYEHO MPU UCNOMb30BAHUN NMYHKLUWOHHLIX U Ana-
MeTpoM 6osnblle, yem 22G, a Takxke npu TPOMOGOUUTONEHUM
y nnoga. Mpu TpaHcnnaueHTapHO-TpaHCaMHUOHaNbHOM KOpAo-
LeHTese B 40% cnyyaeB MOTyT HabNOAATLCA KPOBOTEUYEHUSA B aM-
HUOTWMYECKYI0 NMOMOCTb U3 MIOAOBOI YacTu nnaueHTbl. O6bIYHO
MCTOYHUKOM KPOBOTEYEHUA ABMAKOTCA MEXBOPCMHYATbIE MPOC-
TpaHCTBa MNaLeHThl, cofepXalme KpoBb MaTepu. HecmoTps Ha
BbICOKYH) TPOMOGOMAacTUYECKY0 aKTUBHOCTb OKOMIONMOA4HOM
XWULKOCTW, BO U36eXaHnWe Cepbe3HbIX KPOBOTEYEHWI npu uc-
Monb30BaHWM TpaHCNaLeHTapHoOro AocTtyna Heobxogumo uc-
KAUYNTL NPOXOXKAEHME NYHKUWOHHON UMbl Yepes y4acTKu pac-
LWMPEHNSA MEXBOPCUHYATOrO NPOCTPAHCTBA U KpaeBble CUHYCHI
nnaueHTbl. KpoBOTeYeHNA U3 MecTa MyHKUUN CTEHKM MaTKU Npu
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TpaHCaMHWOHaNbHOM AocTyne O0O6bIYHO He HabnwgakTca
(Maxwell D.J. et al., 1991).

Mpu ynbTpa3ByKOBOM MCCMef0BaHUM 06pa3oBaHMe remMaTom
B MEeCTe NYHKLMN NYMNOoBUHbI B 6OMbLUWHCTBE Cy4aeB He BU3Yya-
nusunpyetca. OfHaKo Npu uccnefoBaHUWU MyMNOBUHBI Y MNJIOLO0B,
pogopaspeLleHHbIX B TedyeHue 48 u nocne KL, B 17% cny4aes 06-
Hapy>XeHbl He3HaYMTeNbHbIE FEMAaTOMbl, KOTOPbIE He OblNN BbIAB-
NeHbl MpU KapAMoTOKOrpagmMyeckom W LOMNAEPOMETPUYECKOM
HabnogeHuax. O6pa3oBaHme GO/MbLUMX reMaToM B MECTE MyHK-
LUK onucaHo B efMHUYHBIX cny4dasx (Ludomirsky A. et al., 1988).

bonee yem B 40% cnyyaes nocne KL, B KpoBU y BepeMEHHbIX
XEHLINH 0TMeYaeTca NoBblLIeHWe YPOBHA a-heTONPOTENHA, YTO
CBUAETENbCTBYET O HANIMYMM NIO0LA0BO-MaTEPUHCKUX MUKPOTreMo-
TpaHcy3nii, KOTOpPble MOryT MPUBECTU K WM30UMMYHW3ALMUU.
Mpu TpaHcnNaLeHTapHOM AOCTYME BEPOATHOCTb MUKPOTPAHCHY-
3nii B 3—4 pa3sa Bbiwe. MpodunakTnka NU30MMMyHW3aLun ABIAET-
cs o6s3aTensHoli (CarreraJ.M., Di Renzo G.C., 1993).

XOpPVOAMHWUOHWUT —O0fJHa U3 OCHOBHbIX NPUYUH MepuHaTab-
Holi cmepTHocTM nocne KL, BcTpevaeTca npmbm3nTenbHO B 1%
cnyyaeB. OnucaHbl ciyvyan rmbenu nnofoB, B TKaHAX KOTOPbIX
nocne KL, o6HapyXuBanu CTPenTOKOKK rpynmnbl B, kopuHebak-
Tepun 1 ap. B HEKOTOPBIX MepuHaTanbHbIX LeHTpax Npu npoeeje-
HUn KL npomMnakTUyYeckyu HasHayaloT MpUMeHeHWe aHTU6MO-
TukoB (Maxwell D.J. et al., 1991).

KL, He Bbl3blBaeT AOCTOBEPHOr0 YBENNYEHUA YMCTa NPexXe-
BPEMEHHbIX POAOB. B rpynne XeHLWWH, NoABepriuMxcs BMeLla-
TeNbCTBY, YacToTa NPeXAeBpeMeHHbIX POAOB COOTBETCTBYET MNO-
NynsiLMOHHOW 1 cocTaBnseT 5—6%. B 7% cny4yaeB HemocpeacT-
BeHHO nocne KL, oTMeuaeTcs MoBbILIEHMe TOHYCA MaTKuW, KOTO-
poe MOXeT moTpeboBaTb Koppurmpytowen tepanum. OTCnoiKa
NnnaueHTbl ABMIAETCA O4YeHb pefKuM ocnoxHeHuem KL, OHa
BcTpeyaeTcs B 0,1—0,3% cnyyaeB, 0ObIYHO KaK MO3JHee OC0X-
HeHWe, HEenocpefCTBEHHO He cBsizaHHoe C onepauueii (Max-
well D.J. et al., 1991).

CamMonpou3BOIbHO MPOXOAsALLAA KpaTKOBpeMeHHas Opafu-
Kapausa y nnoga, BosHukawwas cpady nocne KLL, BcTpeuaetcs
CpaBHUTENBHO YacTo (3—12%). BbipaxxeHHas 6pagnkapans vatle
MMeeT MECTO MPW WCXOLHO HapyLIeHHOM COCTOAHWW njofa
B YC/IOBMSIX OCNOXHEHHON 6epemMeHHOCTW: 3afepXXKe pasBuTus
nnojAa, HaMMUYMK Y HErO BbIPaXXEHHOW aHEMUMW N HapyLLIEHUS K1C-
NOTHO-OCHOBHOTO COCTOAHUA KPOBMU.



212 nasa IX

Jaxe npu HaumeHee TpaBMATUYHOM — TpPaHCAMHUOHaNb-
HOM —T0fixofie K nynosuHe KL cBA3aH C HeN36eXHbIM NMOBpeX-
[LEHNEM CTeHKW MaTKW U 3HAOTENNA COCYZLO0B MYMNOBUHLI. B 3kc-
nepuMMeHTax Ha 0BLAX NOKa3aHo, YTO NPY NOBPEXAEHUN 3HL0Te-
NN COCYAOB NYMOBMHbLI NMPOUCXOAUT BbICBOOOXAEHME Onpefe-
NIEHHOr0 KONMYecTBa Ba30aKTUBHbLIX BELLECTB, KOTOPblE UrpatoT
3aMeTHYI0 PO/b B PErynauumn eTonnaleHTapHoro Kposoobpalue-
Hus (Chang J.-M. et al., 1992). SHAOTeNNN ABNSETCS NCTOUYHU-
KOM LUMPOKOro CMeKTpa Ba30aKTWBHbLIX BELLECTB, K KOTOPbLIM,
B 4aCTHOCTW, OTHOCATCA NPOCTALUK/NHbI, 3HLOTENNaNbHbIA pe-
nakcupyowmin paktop (NO), aHgoTeNUmMHbIL. Mpu aTOM B3anMo-
JeiicTBMe Ba30PENaKCMPYHOLLMX 1 BA3OKOHCTPUKTOPHbIX areHToB
NoAAEPXMBaeT ONTUManbHbIA TOHYC COCYA0B (heToMNaLeHTapHOM
cuctembl (MFpombiko 1., Wnakos, 1995). OAHUM U3 OCHOBHbIX
BA30aKTVBHbIX BELLECTB, BAMAIOLLMX HA TOHYC rNafKOMbILLEYHON
MYCKYNaTypbl COCYZI0B, AABNSETCA OKCWUJ a30Ta, BblAeNeHne KOTo-
poro NpMBOAUT K pefiakcalnmn CoCyfioB U YMeHbLUEHUIO nepude-
puyeckoro cocyauctoro conpotusneHus (Collier J., Vallance P.,
1991). MexaHun3M BbICBOOOXEHWA OKCUAA a30Ta NpU TpaBMe 3H-
[0OTeNna 00 KOHUa He n3yyeH. CUnTaeTcs, 4To Npu NMOBPEXLEHUN
COCYAMCTON CTEHKM NPOWUCXOAUT aKTMBaLMa (epMeHTa sHAOoTe-
nnanbHoi NO-crHTa3bl, 3amycKatoLleid MexaHW3M BbICBOOOXe-
HMA oKcupa a3oTa n3 TkaHei (GrafR. et al., 1994). KnuHnyeckue
nccnefoBaHNA remMogMHaMUKW Nnoja B OTBET HAa WMHBa3WBHbIe
BMeLLIaTe/IbCTBA MOKasanu, YTo nocse BbinoaHeHus KL, nponcxo-
OUT CHUXEHWE COCYAMCTOW Pe3sUCTEHTHOCTU KPOBOTOKY B COCY-
fax nnaueHTbl. 3TO NPOSABAAETCA B YMEHbLUEHUN AOMMNEpPOMEeT-
puuyeckux mHAekcos (Hecher K. et al., 1993). Bmecte c Tem,
npu TpaBMaTu3auMy 3HAOTENUA BEHbI MYMOBWHbLI NMPOUCXOAUT
3HauYUTeNIbHOe Bblfe/NIeHe MOLLHOIO Ba30KOHCTPUKTOPa —3HAO0-
TenuuHa (Rizzo G. et al., 1996). eiicTBys Kak Ca2=M06uUnm3npy-
IOLLMIA areHT, 3HLOTENMUH CMOCOBEH MPUBOAWUTL K COKPaLLEeHUIO
COCYA0B M/I0A0BO-NAaLEHTAPHON CUCTEMbI, MPU 3TOM MO MOLL-
HOCTW BO3[eNCTBUSA Ha (peTanbHble cocybl OH B 30 pa3 NpeBOCXo-
ONT aHTNOTEH3MH 1.

B HUWAT vnm. 1.0.0T1Ta PAMH ycTaHoBneHo Hannyune onpe-
LeNeHHOW Koppenauny Mexzay CTeneHbt0 reMoANnHaMUYECKNX 13-
MeHeHWn B MI0A40BO-NaLeHTapHOR CUCTEME, 0ObEMOM W3BneE-
YEHHOW KpOBM Njoja U CPOKOM GepemMeHHOCTU, Npu KOTOPOM
BbinonHanca KL. Hanpumep, 1—3 ma KpoBU, U3BNEYEHHbIE MPK
KL Ha 2.0-21-i1 H.6., cocTaBnstoT 0kono 10% oT ee heTonnaueH-
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TapHOro 06beMa, YTO IKBUBANEHTHO 3HAUYMTENbHON KPOBOMOTEpe
1 LOCTOBEPHO B/IMSET Ha COCTOAHME reMoguHaMmukmn nnoga (Mu-
xaiinos A.B., 1999).

Takum obpasom, KL He cnefyet paccMaTpuBaTb Kak NpocToe
1 COBepLUeHHO 6e30nacHoe MHBa3MBHOE BMeLIaTenbCTBO. K aToi
onepauumn cnegyet npuberatb B TOM CNy4vae, Korja apyrue Bos-
MOXHOCTU NOMyYeHUs MNOLHOI0 MaTepuana Yyxe ucuyepnaHbl.
Hawm npegcTasnseTca 4ng KapuoTunmpoBaHuna nioga Manoonpas-
faHHbIM npegnouTeHve KLU, nepef ApyrumMm MHBasWBHbIMW BMe-
LaTenbCTBAMu, KOTOPOe HabN4aeTca B pafe 0TEUECTBEHHbIX Na-
6opatopuii n ueHTpos MA.

BaXHO HaNOMHMWTb, 4TO 3a60p KPOBM Nnoja ¢ uenbto N[ a8-
NAeTCA XMPYpPruyveckoii onepaymein, Kotopas 40/mHKHa NPOBOAUTb-
€A BbICOKOKBaIN(ULMPOBAHHLIMU crieyanucTamMmu. Xupypr gon-
XXEH UMEeTb 3HAUYMTENbHbIA ONbIT Y/bTPa3BYKOBOWN AMArHOCTUKM
B aKYLLEPCTBE U TMHEKONOMUU, a TaKXKe OMbIT BbIMOMHEHNS 4pY-
rMx MaHunynauwid, ceasaHHbix ¢ M. Mocne npuobpeTeHus
OnpefeneHHbIX HaBblKOB XUPYPr AOMYCKAaeTcs K MNPOBEAEHMIO
onepaumn KL, nog kKoHTponem 60/ee ONbITHOrO Bpaya v npej-
MOYTUTENbHO Y NALMEHTOK, KOTOPbIM MaHUPYeTCA npepbiBaHue
6epeMeHHOCTN N0 MefULMHCKMM nokaszaHusam Bo Il TpumecTpe
6epemeHHocTn (Angel J.L. et al., 1989). HefocTaTOUHbIA NpaKTy-
YeCKWiA OMbIT NPUBOAMNT K YBE/IMUYEHMIO YaCTOTbl NPepbIBaHMii be-
pemeHHocTu (Boulot P. et al., 1990). Haw onbIT paboTbl nogTeep-
X[aeT 370 NONOXeHWe. TOMbKO MOCTOSHHAsA TPEHWPOBKA W Bbl-
nosiHeHMe 6OMLLIOTO Yncna onepaumin genaeT NHBA3MBHYH NpPo-
Lefypy npakTnyecku 6e3onacHol ans matepu v nnoga. Beinon-
HAEMble HEPErYyNIAPHO, OT Cayyas K Cly4yaro, Takue MaHUunynaunu
MOryT NPeACTaBWUTb OMNpeAeneHHbli PUCK, BEMYMHA KOTOPOro
NMPVMMEPHO COOTBETCTBYET ONbITY U KBaNU(UKALUN ONepUpytoLLe-
ro akyluepa-ruHekosnora.

MpeacTaBnsgeTca LenecoobpasHbiM 3aTPOHYThL TaKXKe BOMPOC
0 HEeKOTOPbIX OPraHM3aunoHHO-MeTOAMYEeCKMX acnekTax npumMe-
HEHWA WHBA3UBHbIX BHYTPUMATOYHbIX BMeLLATeNbCTB. FBAAACH
HeoTbemnemMoi yacTbto MJ, HacneACTBEHHbIX U BPOXAEHHbIX 60-
nesHei, faHHOe KMMHWYECKOe HampaB/ieHue BCergja HaxoguTcs
B 3aBMCUMOCTM OT 06Wmx anroputmos MO 1 Ucnonb3yembix na-
6opaTopHbIX TexHonormin. Hanpumep, Bo dpaHuum, Tak e Kak
1 B 6ONbLINHCTBE 3apy6eXKHbIX CTpaH, abCoNtoTHOE 60/bLLNHCTBO
WHBA3MBHbIX BMELLATENbCTB € Uenbto MM coctasnseT TpaHcabao-
MWHaNbHbIVi aMHUOLEHTE3, YTO CBA3AHO C LUMPOKUM UCMO0/b30Ba-



ABCONOTHOE YNCNO MHBA3WBHbIX

BMELLATENbCTB 32 YKa3aHHbI nepuog,

Bwua BmelLaTenscTBa
2000
XopuoHbuoncus 200
MnaueHTobroncus 271
KopgoueHTes 71
Bcero 542

2001

2711
292
82
645

2002

255
514
126
812

2003

251
416
231
898

2004

371
342
290
1003

nasa IX

Tabnuua 9.2

KonnyectBo 1 TMMN MHBa3UBHbIX BMeLWaTeNbCTB, NPOBEAEHHbIX

B HAWAT nm. [,.0.071Ta PAMH c uensto N[ HacnencTBEHHbIX
6onesHeli nnoga (2000-2004 rr.)

Bcero
fosneno %
1354 34
1835 46
800 20
3989 100

HWeM METOAMKMN KyNbTUBUPOBaHWSA aMHUOLMUTOB. B To Xe Bpems,
B Halllell cTpaHe 1 B cTpaHax 6/MXHEro 3apy6exbs yaenbHbI BeC
ALl cpean apyrnx nHeasmeHbIX npouenyp M cpaBHUTENLHO He-
BbICOK. JJoMUHUpyowmmm MM B Poccum ocTatoTcs XOpUOHOU-
orcms 1 nnaueHtobroncus. B nocnegHee Bpems Bpaje AMarHocTu-
YeCKUX LIEHTPOB 0 TMeYae TCA ABHaA TeHAEHUMSA K 60/ee LLIPOKOMY
MCMONb30BaHMIO KopaoueHTesa. Mo Hallemy MHeHWo, TaKoe npej-
Moy TeHve BPSAA IV ONpasaaHo 1 CKopee CBUAETENLCTBYET O HaiNiun
[etheKTOB B OpraH/3aumm NpeHaTaslbHOW, NpeXKze BCero, LM ToreHe-
TWYECKOW ANarHOCTUKM B 3T WX LeHTpax.

70 100

2000 2001

2002

Puc. 9.3. lMHaMnKa 1 TUM UHBA3UBHbIX BHYTPUMATOUHbIX BMELLATENLCTB C LIENbIO
NpeHaTa/IbHON ANarHoCTUKM XPOMOCOMHOM natonorum naoga B 2000-2004 rr.

2003

2004

m XopnoHbuoncusa

A MNnayeHTo6MONCUA
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CoBepLUEHCTBOBaHME U BHEAPEHWE HOBbLIX MeTOA0B 06cneao-
BaHWA, pacnpocTpaHeHune anroputmos MM B MacwiTabax ropoja,
pervuoHa unu cTpaHbl TakXKe BAUAIOT Ha CTPYKTYPY U AUHAMUKY
pa3MyYHbIX TUNOB MHBA3UBHbLIX Npoueayp. Kak cnesyet n3 1abnu-
ubl 9.2 n pucyHka 9.3, BBefieHne B CaHkT-lMeTepbypre B KOHLe
2001 r. BMOXMMUNYECKOTO CKPUHUHTa BCex GepeMeHHbIX Il Tpu-
MecCTpa, YTBepXeHWe HOBbIX HOPMATUBHBIX 4OKYMeHTOB no MJ,
(bapaHos B.C. n gp., 2004), HaKOHel,, CMeLleHne NpuopmnTeToB
nocnegHnx net B nonb3y MJ, Ha 6onee paHHME CPOKM GepemeH-
HOCTV OKa3blBalOT CYLLECTBEHHOE BAUAHUE Ha UHAMWMKY W TUM
MHBA3MBHOM [UAarHOCTUKM.

BmecTe ¢ TeM, HE3aBUCUMO OT 3TUX OCOBEHHOCTEN, YMECTHO
HamOMHUTb OCHOBHbIE MOJIOXEHNSA, KOTOPbIMW [O/KEH PYKOBO/-
CTBOBATbLCA BPaY, BbINOAHAOLWMIA WHBA3UBHbIE BMELIATENLCTBA
C Uenbto 3abopa nnogHoro marepuana. CornacHo peKomMeHgauu-
AM EBponeiickoil accounauun nepuHaTanbHON MeANUUHBI
(CarreraJ.M., Di Renzo G.C., 1993) npumeHeHne M B M4 gon-
XXHO MpPOBOAWTLCA C 0653aTeNlbHbIM COBMAEHNEM CefyoLWwmX
OCHOBHbIX MPUHLMMNOB:

* MaumneHT AO/MKEH MONYUYUTb MaKCUManbHO MOSHYIO MHA(OP-
MaLuio OTHOCUTENbHO 3NMEKTUBHOCTU, PUCKA N BO3MOXK-
HbIX OC/TOXXHEHWI KaXKAoro ncnonssyemoro M;
nHopmaLms AoMKHa 6biTb KOH(UAEHLMANBHOW 1 OCHOBa-
Ha Ha WHAMBMAYaNbHOM MoAxoje (peKoMeHAyeTcsi CHab-
XaTb KaXAO0ro nauueHTa neyatHoi nHdopmMalmein o MeTo-
Jax, npumeHsembix B MA4);

* nepef BbINOAHeHWeM N060ro NHBA3MBHOIO BMeLLATE/IbCTBA
naumeHTKa W, XenaTefbHO, ee NapTHEP AO/MKHbI NoOANNCaTb
«NH(OPMUPOBAHHOE COr/1acue», Mo KOTOPOMY OHU He TOMb-
KO NpeAocTaB/AOT NPaBo Bpayy Ha BbIMOMHEHWE onepaLuy,
HO W NpeAcTaBNAOT cebe BO3MOXHOCTW, OrpaHWyeHus
N NOTEHUMANbHbIE OCNOXHEHUSA npeanosiaraemoro UM;
MHBa3NBHbIe BMeLLATENbCTBA A0/DKHbI BbIMOMHATLCA TO/TbKO
B CMeunanm3npoBaHHbIX NeEPUHATANIbHBIX LLEHTPaX BbICOKO-
KBaNnM(ULUUPOBAHHBIMU CreuuanucTamu,

npu MoMyYeHUM HEOLHO3HAUHbIX Pe3y/bTaToB MauueHTKa
[,0/1Ha 6bITb MHOPMUPOBAHA O BO3MOXHbIX a/lbTepHATUB-
HbIX cnocobax MAa;

[MarHo3, ycTaHOB/IEHHbI NpeHaTanbHO, O/MKeH ObITh MNO4-
TBEPXAEH MccnefoBaHMeM abopTHOro matepuana waum no-
cnegyrowum obcnefoBaHMEM HOBOPOXAEHHOTO B LENsX
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obecnevyeHns NauneHTa NONHOM MHpOPMaUnen gns nocne-
[YIOLLEro npeHaTanbHOro KOHCYbTUPOBaHMS;

NPy BbIABNEHUN aHOManWii pasBUTUS MN0L4A W XKenaHuu
NPoA0/MKaTL 6epeMeHHOCTb NaLueHTKa J0/mMKHa ObiTh 0bec-
neyeHa afeKBaTHON MCMXONOTMYECKOW NOAAEPXKKONW, a Npw
Heo6X04MMOCTM OCPOYHOIO NPepbIBaHNS GEPEMEHHOCT —
afleKBaTHbIM METOAOM ero BbIMO/HEHWS;

Heo6X04MMOCTb MCMONb30BAHWNA Y/bTPa3BYKOBOIO CKaHU-
POBaHMA MPY BbINOHEHUW WHBA3UBHbLIX BMELLATENbCTB AB-
nsieTcs obuienpru3HaHHON;

MCNonb3oBaHWe MeANKAMEHTOB 0 UM NOCMe MHBA3UBHbIX
BMeLLATeNIbCTB He ABMAETCA 0653aTe/lbHbIM 33 UCKIOYEHN-
eM MNpUMeHeHUs aHTu-B-ummyHornobynuHa y Rh(-) He
NMMYHN3NPOBAHHbLIX GepeMeHHbIX XeHWWUH npu Rh(+)
napTHepe.

BbinonHeHMe 3TUX MNPUHLMNOB fABNSeTCA 065A3aTeNlbHbIM
YC/OBUEM, TFapaHTUPYIOWMUM 6epeMeHHON >KEHLLMHE PeXUM
«Hanbonbluero 6naronpuAaTCTBOBaHUSA» npu nposegeHun M7
C ucnonb3osaHnem VIM.

3AK/THOUEHWE

MHBa3MBHbIE BMELLATENLCTBA, BbIMOJIHAEMbIE MOJ Y/bTPas3By-
KOBbIM KOHTPO/IEM C Liefibto 3a60pa Nio4HOro MaTepuana ans no-
CNneAytolero nabopaTopHOro aHannW3a — OAHO W3 BaXHEWLLMX
3BeHbeB Cyx6bl M. KpaTko paccMOTpeHbl OCHOBHbIE UCTOPU-
UeCKMe 3Tamnbl CTAHOBMEHMS KaX/AOro W3 WHBA3WBHbLIX METOZOB,
MPVYMEHSEMbIX HA pasHbIX CPOKaxX 6ePEMEHHOCTU: aMHMOLLEHTESA,
XOPMOHGBKONCUK, MnaueHTo6uoncun, KopaoueHTesa. Mpueege-
Hbl pe3y/ibTaTbl PETPOCMEKTUBHOIO aHaM3a MHBA3MBHbIX BMeLLa-
TE/bCTB, UX BAVNSHUSA Ha COCTOsSIHUE Noda 1 maTepu. Ha ocHoBa-
HMW COGCTBEHHOIO OMbiTa JAETCA KPUTUYECKas OLieHKa pasnuu-
HbIX VIM, pauuoHaibHOe WCMo/b30BaHWe KOTOPbIX MUHUMU3N-
PYeT YacTOTy MOoc/eonepaLMoHHbIX OCMIOXHEHWUIA 1 cnoco6eTByeT
noBbllweHUto adekTuBHocT TML. PaccMOTpeHbl (haKTopsl,
onpegensowne TN NPUMEHSIEMbIX WHBA3VBHbIX BMELIATENbCTB,
a TaKXe peKoMeHAauun K NpoBefeHuto HBa3uBHol MM/, paspa-
60TaHHble U YTBEPXKAEHHbIE EBpONeiicKoii accoumalmein nepuxa-
TaNbHOW MegULMHBI.



MABAX. MPEHATAJIbHAA OVATHOCTUKA
XPOMOCOMHBbIX BOJTE3HEW

LinToreHeTunyeckasn M —a3To yacTb KOMMJIeKca nabopaTop-
HO-AMarHOCTUYECKMX MCCNefoBaHUi 06pasLoB MA0AHOro MaTepua-
N1, NOJIy4eHHbIX C MOMOLLIbIO MHBA3VBHBIX BHY TPYIMaTO4HbIX BMeLLa-
TenscTB. bonee 90% NMHBA3WBHbLIX AUArHOCTUK MPOBOANTCA C LiEfblo
LM TOreHeTUYECKMX UCCNeoBaHNii. ITO 06bACHAETCA 60/MbLUMM
yAenbHbIM BECOM 6epeMeHHbIX, UMEIOLLMX BbICOKUIA PUCK poXae-
HUA pebeHKa C XpOMOCOMHOW MaTonorunei.

10.1. NOKA3AHNA ONA NPEHATATBHOIO

KAPNOTUIMNPOBAHUA

B nogasnsoLem 60MbLWMHCTBE NpPeHaTanbHble LUTOreHeTu-
YyecKue nuccnefoBaHNa NPOBOAATCA MO CNEAYHOLMM NOKa3aHUAM:

1) Bo3pacT 6epemeHHO 35 NeT U CTapLUe;

2) Hannune B ceMbe pebeHKa UM BbiBNEHWE NpU Npeablay-
el 6epeMeHHOCTM nnoga ¢ 6onesHbio [dayHa v gpyrumu
XPOMOCOMHbIMU 60NE3HAMM;

3) HamMuMe B aHamHe3e pebeHKa Mav Mnoja ¢ MHOXECTBEH-
HbIMW BPOXAEHHbLIMW NOPOKaMU;

4) aHOManuu KapuoTunay poguTtenei;

5) BbICOKMIA pUCK pOXAeHUA pebeHKa C XpOMOCOMHOI 60/1e3-
HbIO NO pe3ynbTaTam BMOXMMMUYECKOTO CKPUHMHIA (6MoXn-
MUYeckne mMapkepbl 60n1e3Hu JayHa y nnoga);

6) NOPOKM MW OTKNOHEHWS Pa3BUTUSA, BbISIBIEHHbIE MPU Y/ib-
TPa3ByKOBOM MCCMefoBaHWM (YNbTpasByKOBble MapKepbl
XPOMOCOMHOI NaTonorum).

MoKa3aHMs K MHBA3VBHOI ANArHOCTUKE C LEMbo KapuoTUInpo-
BaHMS M/104a ONPeAenst0TCS NopesyibTaTam TPpex nporpaMm fpe-
HaTa/IbHOro CKPUHWHIa —LUMTOreHe TUYeckoro (rpynnsl 1—4), 6ro-
XrmMumdeckoro (rpynna 5) nynsTpassykosoro (rpynna 6).
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10.1.1. Bo3pacT marepu

MocTynat 06 3KCMOHEHUNaNnbHOW 3aBUCMMOCTH YaCTOTbl POX-
neHus pebeHka c TpucomMmein 21 oT Bo3pacTa MaTepy, BblABUHYTbIA
ewe B 1933 I. M3BECTHbIM aHIMIACKMM reHeTukom L.S.Penrose,
NOATBEPXAEH MHOTOYMCIEHHBIMUN LUTOrEHETUYECKNMMN UCCNea0-
BaHWsMMW B MOCTHATaNbHOM MEpPUOLe OHTOreHesa, a Takxke pe3yb-
Tatamu MA. JlokasaHa MHEHas 3aBUCUMOCTb MeXAY BO3PacTom
YKEHLLMHBI 1 YaCTOTOl HepacxoXxaeHnsa xpomocom 13 u 18 npu co-
3peBaHuM AlLeKNeTKN, a 6narogaps pasBUTMIO MeTOLOB BCMOMO-
raTenbHOM penpoayKumm - 1 xpomocombl 16 (Jacobs P., Hassold
T., 1995; Griffin D.K., 1996). B T0 e Bpems, TPUNA0MAUSA, MOHO-
coMus X, a TaKxe pefKkve TPUCOMMUM MO XpoMOocoMam rpynn A,
B 1 C y notomcTBa ¢ BO3pacToM MaTtepu He cBasaHbl (Eichenlaub-
Ritter U., 1998; Jacobs P., Hassold T., 1995).

"oBOpS 0 hOPMUPOBAHUY «BO3PACTHOI» FPYNMbl, YMECTHO OT-
METUTb, YTO YacTOTa POXKAEHMUS feTeil C XPOMOCOMHbIMK 60ne3-
HAMM, BK/OYad CUHAPOM JlayHa, MoBbllleHa OTHOCUTENIbHO No-
NYyAAUUOHHON U Yy MONOAbIX (80 22 neT) XeHwuH (Porens .,
Motynsckn A., 1989; fasugeHkoBa E.®. u gp., 1994; Bbou-
koB H.IM., 1997; Hassold T., Hunt P., 2001).

Bonpoc 0 BAMAHUM BO3pacTa 0TLA Ha BOSHUKHOBEHWE TEHOM-
HbIX MyTaLuil 4O CUX MOP OKOHYATeNbHO He pelleH. MokasaHo,
YTO C BO3PACTOM Y MY>KUYMH MOBbLILIAETCA YacTOTa CNepmaTo3om-
[0B CO CTPYKTYPHbIMY abeppaunamu n gUcomueli Xpomocom 1,
YY, XX n XY (Guttenbach M. et al., 1997; Griffin D.K., 1996).
OfHaKo ecnu BAMSHME BO3pacTa Ha pPacxXxoXieHWe XPOMOCOM
B CNepMaTtoreHese u cyLlecTyeT, T0 oHO B 10—100 pa3 meHee Bbl-
paxeHo, Yyem B ooreHese (Abruzzo M.A., Hassold T.J., 1995). MNo-
3TOMY BO3pacT 0TLa 06bIYHO He YUWUTLIBAETCHA MPU ONpeaeneHnu
NoKasaHuii K KapuornnupoBaHuio nnoga.

Ha ocHoBe 3Tux HabnwogeHNiA paspaboTaHbl Tabnuubl BO3pac-
THOTO pUCKa poXaeHWa pebeHka ¢ Hambosnee 4acTbIMU XPOMO-
COMHbIMU 60NE3HAMM, YUMTbIBAIOWME N CPOK 6GEPEMEHHOCTM
(CHanpgepe Ox., Hukonampec K., 1997; Carrera J.M., Di Ren-
zo G.C., 1993). 911 Tabnuubl (tabn. 10.1) WUMPOKO NCMONL3YIOT-
A Npy MEANKO-TeHETUYECKOM KOHCYNbTUPOBaHUN B pamkax M.
MonoxeHns 06 yBennMyeHWW 4acTOTbl NAOAOB C TPUCOMMEN
21 y 6epeMeHHbIX «MIafLLINX» U «CTapLUMX» BO3PACTHbIX Fpymnm,
a TaKke 06 OTCYTCTBUM NONOXKUTENbHON KOPPeNauuu Mexay Bo3-
pacTom MaTepu 1 YacTOTOM MOHOCOMUM X Y N104a HArNAAHO n-
NIOCTPUPYIOT pesynbTaTbl uutoreHeTuyeckor M (puc. 10.1).
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Puc. 10.1. YacToTa XpOMOCOMHbIX 60/1€3HEN, BbISIBNEHHbIX NPU NpeHaTa/bHOM
KapuoTMnupoBaHuK, y bepeMeHHbIX pa3HOro BospacTa (6e3 yueTa nokasaHuid K
WHBa3WBHON NpeHaTanbHOW fAMarHocTuke W cpoka GepemeHHocTu). Mo ocu
abcunce —Bo3pacT 6epeMeHHON (B rogax), Mo OCY OPAMHAT - YacToTa NMOAOB C
reHoMHbIMW MyTauuaMm (B % 0T 06Liero yucna npeHaTtaibHbIX AUarHOCTUK,
BbIMOMHEHHbIX B KaXoi Bo3pacTHOW rpynne). Fpynna «Mpoune» o6befuHAeT
cnyvam 47, XXX, 47,XXY, 47,XYY, ayTOCOMHble Tpucomum 7, 9, 22, a Takxe
TpUNIoOUANN.

YacToTa nnoAos ¢ ApYrumu reHOMHbIMW MyTauuaMy BMOJHE CO-
MocTaBMMa C pacnpocTpaHeHHbIMU aHeynaouguamu (Tpucomuu
21, 13, 18, MoHOoCOMMA X), 0COOEHHO Y MOMOABIX XEHLLUH.

CornacHo MHOTOMIETHUM [aHHbIM, MOMYYEHHbIM B Pa3HbIX
CTpaHax, KPUTUYECKUM («MepeiOMHbIM») B M/1aHe pPUCKa XPOMO-
COMHbIX 60ne3Heii y noTomcTea cumTaeTca sospacT 35 net. IMo-
3TOMY UMEHHO C 35 JIeT XKeHLWMHaM PEKOMeHAYeTCA NHBa3NBHaS
MO ¢ uenbld UCKNKOYEHMA XPOMOCOMHONM 60Me3HM Yy naofa
(CarreraJ.M., Di Renzo G.C., 1993). OfiHaKo BO3pacTHble KpuTe-
pun cny6bl [, B pasHblX CTpaHax BapbMpylOT B AuanasoHe
34-40 net. B Poccun pekomeHayeTcs nposegeHue M/J, scem bepe-
MeHHbIM cTapue 35 feT (Mpukas M3 P® Ned57 ot 28.12.2000).
B no6om cnyyvae, rpynna «BO3pacTHbIX» GEPeMEHHbIX SBASETCA
CaMOIl MHOro4YMCNeHHON 1 cocTaBnseT 34—83% OT BCexX LMUTOre-
HeTuyeckux MM (Caspari D. et al., 1994; Breed A.S.P.M., 1992;
WegnerR.D., 1993; Stranc L.C. et al., 1994; Ky3HeuoBa T.B. n gp.,
1997; Kuznetzova T.V. et al., 1998).
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Mo HaWWM JaHHbIM, CyMMapHas 4yacToTa XpPOMOCOMHOW naTo-
NOrMW y NNIOAOB B rpynne mMaTepeii CTapluiero penpoayKTUBHOIO
Bo3pacta (6onee 35 net) coctasnset 4,25% (173 u3 4068). bonb-
LWIMHCTBO XPOMOCOMHbIX aHOMAafWil NpeicTaBNeHO aHeyniouaun-
AMU, CPeSn KOTOPbIX MNANPYET TPUCOMUA 21. STU faHHbIE B LieNOM
COrnacytTcsi C pesynbtatamy coTeH Tbicay [, BbINONHEHHbIX
B pa3nyHbIX naboparopumsax mupa. OfHaKo o6Las yactoTa npeHa-
Ta/lbHO BbISAB/ISIEMOV XPOMOCOMHOI NaTtonorum B 3TOM rpynne 3a-
BMCMT OT TakuX (haKTOpOB, KaK BO3PacTHOM NOpor 1 06beM nNpose-
[eHHbIX nccneoBaHnin. HemanoBaxHbIM ABNSETCA TaKXKe CPOK be-
pemMeHHOCTU, Npu KoTopom nposoautca M. 3BecTHo, 4TO nso-
[ibl C XPOMOCOMHbBIM AMC6anaHCOM UMEIOT NOHVXKEHHYI0 XU3Hec-
Noco6HOCTb, 1 50—99% 13 HUX 3NMMUHUPYIOTCA B NPOLECCE BHYT-
puyTPO6HOro pa3suTus. COOTBETCTBEHHO, YacTOTa XPOMOCOMHOIA
naTonoruu, BoISBAEHHON B | TpMecTpe, LO/KHA ObITh BbIlLe, YeM
Bo Il TpumecTpe 6epemeHHOCTU. [leliCTBUTENLHO, ECAN YUNTLIBATD
TOJIbKO (haKTOp BO3pacTa, TO pe3yNbTaTUBHOCTbL MPeHAaTaIbHOr O Ka-
puoTUNMPOBaHUA B rpynne 6epeMeHHbIx cTaplie 39 et B | Tpu-
mecTpe (7,3%) oKa3sbiBaeTcs B 1,5 pa3a Bbllue, yem Bo 11 (5,0%) (cm.
Tabn. 10.2, rpynnbl 3 1 2 COOTBETCTBEHHO).

KoMMeHTMpYS faHHble 0 YacTOTe XPOMOCOMHOW NaToforuu,
YMECTHO HamoOMHUTb, YTO pe3ynbTaTbl TPEX TUMOB CKPUHUHIA —
LMTOreHeTNYecKoro, 6MOXMMMYECKOr0 WM YNbTPa3ByKOBOro pas-
NNYAKOTCA MO CBOEN MPOrHOCTUYECKOI 3HAYMMOCTU. AHanu3 cob-
CTBEHHbIX AaHHbIX (cM. Tabn. 10.2) nokasblBaeT, YTO MCMO/b30Ba-
HVUe BUOXMMUYECKOro TecTa 'y 6epeMeHHbIX 39 fieT 1 cTapile npu
«cut off» = 0,5%, uto cooTBeTCTBYeT pucky 35—36-neTHei
XeHLWMWHbI B 1518 Hep. 6epemeHHocTn (Tabn. 10.1), He no3Bons-
€T 0TKa3aTbCA OT NpeHaTasbHOro KapuoTUNMPOBaHMA MO BO3pac-
THOMY pUCKY, 136paB ero B KauyecTBe Befyulero gakropa. Tak,
MPU CHWXEHUM BO3PaCTHOrO PUCKa XPOMOCOMHbIX 60ne3Hel
y nnoja B pesy/bTate HOpManbHbIX Mokasatenein A®M n X4y
yacToTa Tpucomum 21 B 37O rpynne nagaet, 04HaKo OCTaeTcs co-
MOCTaBMMOW C TAaKOBOW y 6epeMeHHbIX Monoxe 39 neT (rpynnbl 26
1 1). Ipn COXpaHEHNN UNn yBENMYEHUN BO3PACTHOIO pucCKa cny-
Yyau BbISBNEHNS XPOMOCOMHOW NaTon0rnu, B TOM YUCIe U TPUCO-
mMumn 21, yyawaiortea (rpynna 2a). Cnefyet TakKe OTMETUTb, UTO
NpU U3MEHEHUAX MapKEPHbIX CbIBOPOTOYHbLIX BENKOB, He Xapak-
TEPHbIX 4N CMHAPOMa [ayHa, HEBbISB/IEHHBIMWU MOTYT OCTaTbCA
nAoAbl C APYroi XpOMOCOMHOW natonorueid. laHHble, npeacras-
NeHHble B Tabnuue 10.2 n Ha pucyHke 10.1, CBUAETENLCTBYIOT



Tabnuuya 10.1
Puck poxgeHus pe6eHka ¢ XpOMOCOMHOI naTonorvei ¢ yieTom Bo3pacta Matepu 1 cpoka 6epeMeHHOCTH
(CHaligepe P.O0x.M., Hnkonangec K.X., 1997)

Bospacr, 9—14 Hepy. 6epeMeHHOCTH 15—20 Hep. 6epemMeHHOCTH Ha MOMeHT poxaeHns
net
Tpucomus 21 Tpucomus 18 Tpucomus 13 Tpucomms 21 Tpucomust 18 Tpucomusi 13 Tpucomms 21 Tpucomusa 18 Tpucomus 13

20 1/696 1/2193 1/6125 1/1025 1/4576 1/15656 1/1529 1/15507 1/36148
21 1/687 1/2164 1/6042 1/1012 1/4514 i/15444 1/1508 1/15298 1/35660
22 1/675 1/2126 1/5936 1/994 1/4435 1/15172 1/1482 1/15029 1/35031
23 1/659 1/2077 1/5800 1/971 1/4333 1/14824 1/1448 1/14684 1/34228
24 1/640 1/2015 1/5628 1/942 1/4204 1/14385 1/1405 1/14249 1/33214
25 1/616 1/1939 1/5414 1/906 1/4045 1/13839 1/1352 1/13708 1/31954
26 1/586 1/1846 1/1554 1/863 1/3850 1/13174 1/1287 1/13049 1/30417
27 1/551 1/1735 1/4844 1/811 1/3619 1/12382 1/1209 1/12265 1/28588
28 1/510 1/1606 1/4485 1/751 1/3351 1/11464 1/1120 1/11356 1/26469
29 1/464 1/1462 1/4082 1/683 1/3050 1/10434 1/1019 1/10336 1/24092
30 1/415 1/1306 1/3646 1/610 1/2724 1/9320 1/910 1/9232 1/12520
31 1/363 1/1143 1/3193 1/535 1/2385 1/8161 1/797 1/8083 1/18842
32 1/311 1/981 1/2739 1/459 1/2046 1/7001 1/684 1/6935 1/16165
33 1/262 1/825 1/2303 1/386 1/1721 1/5887 1/575 1/5832 1/13594
34 1/216 1/681 1/1901 1/318 1/1420 1/4859 1/475 1/4813 1/11218
35 1/175 1/552 1/1542 1/258 1/1152 1/3942 1/385 1/3905 1/9102
36 1/140 1/411 1/1233 1/206 1/921 1/3151 1/308 1/3121 1/7274
37 1/111 1/348 1/973 1/163 1/727 1/2486 1/243 1/2463 1/5740
38 1/86 1/272 1/760 1/127 1/567 1/1941 1/190 1/1923 1/4482
39 1/67 1/211 1/588 1/98 1/439 1/1503 1/147 1/1489 1/3470
40 1/51 1/162 1/452 1/76 1/338 1/1156 1/113 1/1145 1/2668
41 1/39 1/124 1/346 1/58 1/258 1/884 i/86 1/875 1/2040
42 1/30 1/94 1/263 1/44 1/197 1/673 1/66 1/667 1/1554
43 1/23 1/72 1/200 1/33 1/149 1/511 1/50 1/506 1/1179
44 1/17 1/54 1/151 1/25 1/113 1/387 1/38 1/383 1/893

45 1/13 1/41 1/114 1/19 1/85 1/292 1/29 1/289 1/675

0 XI9GHNOIOWOOX BIMLOOHIenT BeHdqleleHad||

NBHEBLO
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Ta6nuuya 10.2
Pe3ynbTaTbl NpeHaTa/ibHOro KapuotTunnposaHua B 1 n Il TpumecTpax
6epeMeHHOCTN B pa3HbiX BO3pPaCTHbIX rpynnax 3a 2002-2003 rr.

Puck cuH- BbIfiBNEHO XPOMOCOMHOA
apoma [layHa Ynene- naTonoruu y naoga
no pesynbTa-

XapakTepucTuKa rpynnol TaM 610X HOCTb

MUYECKOr0 rpynnb! Bcero (%) € Tpuco-

mueii 21 (%)

CKpWHUHra

1 <39 ner >0,5% 435 HO* (2,3) 7* (1,6)
2. >39 ner, Il TpumecTp,
BCEro 411 21(5,1) 13 (3,2)
B T.4. PUCK:
2a. > BO3pacTHOro >0,5% 20 3(15,0) 2 (10,0)
26. < BO3pacTHOro <0,5% 49 1(2,0) 0(0)
2B, TONLKO HeT
BO3PacTHOM LaHHbIX 342 17 (5,0) 11(3,2)
3. >39net, | TpumecTp
(TonbKO BO3pacTHOM
puck) 232 17 (7,3) 10 (4,3)

* BTOM uucne 4 - y>eHWwmH 35—38 fieT.
** B TOM yncne 3 - yxeHwWwmnH 35-38 ner.

0 TOM, YTO Takue cnyyau He pefKocTb. CrefyeT OTMETUTL TaKXe,
4TO NO pe3ynbTaTaM BUMOXMMUYECKOTO CKPUHWHTA B TPYNMY BbICO-
KOro puvcKa nonagatoT To/ibko 65—70% nnofos ¢ cMHApoMoMm [a-
yHa (cm. rnasy VII).

AHanornyHaa cutyauusa Habnwopgaetcs U Npu MpoBefeHum
Y 3-CKPUHUHTA Y BO3PACTHbIX 6epeMeHHbIX. Tak, B rpyrnne »eH-
wuH ctapwe 35 neT n3 15 cnyvyaeB XpOMOCOMHbIX 60/1€3Hel yBe-
nuyeHve TBI 6onee 2,5 MM 3aperucTpupoBaHo y 9 nnofos,
a HocoBas KOCTb He BM3ya/u3nposanach nnilb B 4 cnydasx. Cpe-
OV NAoAoB, He UMerLWmX aTux ¥Y3M, B 3 cnyyasx ycTaHOB/eHa
Tpucomma 21. IPppeKTUBHOCTL CKpUHMHra no TBI - cneun-
(hMUYHOMY [ANS XPOMOCOMHbIX 60ne3Heit Y3M B | TpumecTpe
y nnofa npu Bospacte maTepu ctaplue 35 fieT, COrnacHoO Hawum
faHHbIM (Hekpacosa E.C., 2005), coctaBnseT Bcero 60%. Ha-
MOMHUM TaKXXe, YTO W NPpU CKPUHKUHTE BO |l TpumecTpe He Gonee
yeMm y 40% nnogoB ¢ CUHAPOMOM [ayHa 06HapyXnBaktTCs YNbT-
pa3ByKOBble MapKepbl WK TXKefnble MOPOKKU pa3BuTus (CHali-
fepe P.Ix.M., Hukonangec K.X., 1997).
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CnpaBef/iMBoCTU pagn crefyetr OTMeTWTb, UTO Pe3y/bTarhb
KOMGWHMPOBAHHOTO GUOXMMMUYECKOTO U Y 3-CKpUHUHTA B | Tpu-
MecTpe 6GEPEMEHHOCTY MO3BOJIAKOT COKPATUTh YMC/IO UHBA3MBHbIX
BMeLLIATe/IbCTB Y BO3PACTHLIX GepemeHHbIX. OfHAKO NpUBEAEH-
Hbl€ BbILLE AaHHbIe HAMMAAHO UIIOCTPUPYHOT UX HU3KYH 3 dek-
TUBHOCTb W HELLeNecoo6pasHOCTb MX MAcCOBOIO MPUMEHEHUS
B «CTapLUei» BO3pacTHOW rpynne. CKPWHWHIOBbLIE MPOrpaMMbi
B 3TOW rpynmne NULWb CABUrAOT Ha 60/ee NO34HWE CPOKU HE TO/b-
KO npeHaTa/lbHOE KapuOTUMMPOBAaHME, HO U MpepbiBaHne Gepe-
MEHHOCTM, YTO BPSZ /I ONPaBAaHHO.

10.1.2. Hannume B ceMbe pebeHKa unm BbisBNIEHUE N/104a
¢ 60ne3Hb0 fayHa 1 ApYrMMy XPOMOCOMHbBIMW 60/1E3HAMMU
npv npeablayLueii 6epemMeHHOCTH

PWUCK NOBTOPEHUA aHeynonaumn Npu HopManbHbIX KapuoTunax
poauTeneli OLEHMBAETCA Bbllle, YeM CPefHWI NONYNALMOHHbINA.
Tak, ons martepein monoxe 35 1eT IMNMPUYECKNTI PUCK COCTaBNAET
0K0/10 1%, a B Bo3pacTe 35/1eT 1 CTapLUe - YABOEHHbIN AN JaHHO
Bo3pacTHol rpynnel (Kosnosa C.A. n gp., 1996). CymmapHas vac-
TOTa XPOMOCOMHOV# NaTtonornm, BbiABAEHHON NpeHaTanbHO B 3TOM
rpynne 6epeMeHHbIX, cocTaBuna 2,6% (13 13 498).

B kauecTBe (haKTOPOB, YBENMYMBAIOLLMX BO3PACTHOM PUCK,
paccmaTpuBatoTCA XPOMOCOMHbIA MO3auLM3M, reTepoMopduam
rOMOJ/IOroB, a TaKXe MyTauuu B creuuduyeckmnx reHax (reHo
«MPeApacnofioXeHHOCTU» K HEPACXOXKAEHNIO XPOMOCOM).

Moszamumam xpomocoMm (MX) - Hamume KNeTOYHbIX JMHWIA
C pas/INyHbIM XPOMOCOMHbIM HAbOPOM HEPEeSKO BbIABAAETCA MpU
KapuoTUNUPOBaHUWM poauTeneil NauMeHTOB C XPOMOCOMHbIMU
cuHgpomamu (Murthy K.D.S., Farag T. ., 1995). B atux cnyyvasx
MOBTOPHbIV PUCK POXAEHUA pebeHKa C TO )Xe XPOMOCOMHO na-
TONOrMeit paccumTbiBaeTca no gopmyne (x/2-x)xK, rge x - gons
aHOMaJIbHOT0 KNeTOYHOro KnoHa, K —KoaphuMLUUeHT snMMmHa-
Uy HecbanaHcupoBaHHO 3uroTel. BennunHa K yctaHasnmBaeT-
CAl Ha OCHOBAHWW COOTHOLUEHUNSA YaCTOThI JaHHOW TpUcoMun cpe-
1 abopTycoB M HOBOPOXAEHHbIX. [1d Tpucomun 21 oHa paBHa
0,5, a gns Tpucommin 13 n 18—0,25 (Kosnosa C.U. u gp., 1996;
Kasakos B./. u gp., 2002).

MHorve cnyyan (heHOTUMUYECKN HE MPOABMSIOLWErocs Xpo-
MOCOMHOTr0 MO3auLi3ma, 0CO6eHHO NPW Masioin NPONopLUK aHo-
Ma/IbHbIX K/IETOK, OCTAlTCA Hepacno3HaHHbIMU. pobnemy aun-
arHOCTUKM «CKPbITOr0O» MO3auLun3ma, T.e. HEAOCTYMHOro A/if
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BbISIBNEHUA NPU CTAHAAPTHOM KapuoTUMUPOBAHUU, UHOTAA yaa-
eTCA pelmnTb C NOMOLLbLI0 60/ee YyBCTBUTENbHBIX CMeunanbHbIX
mMeTogoB uccneposaHus: FISH u MUP (Barkuha C.B. un gp.,
2003). Mo3anyHblii KApUOTUM MOXET ObITb OrpaHWyeH TO/bKO
KaKoin-nmb0o OAHOM TKaHblO (OrpaHWYeHHbIi TKaHeBON mo3au-
LM3M) UM NpeacTaBneH BO BCEX TKaHAX opraHu3ma (reHepanunso-
BaHHbI/, UM UCTUHHBIA MO3amum3m). Ha npakTuke 3akiyeHue
0 KapuoTune OCHOBbLIBAETCA Ha pe3y/bTaTax LUTOreHeTUYeCcKoro
n AHK-aHanusa numgounToB, a PermcTpupyemslii Mo3amLm3m
OTHOCUTCA NGO K UCTUHHOMY, IN60 K OrpaHUYeHHOMY UMK O-
NAHOI TKaHbto. OYeBMAHO, YTO YCTaHOBMEHME XapaKTepa Mo3au-
uM3ma TpebyeT M3yueHUs KIETOK pasfMyYHbIX TKaHel, 4To, Kak
npaBuo, He NpPeACTaBNAETCA BO3SMOXHbBIM. 115 NporHo3a noToMm-
CTBa MMEET 3HaUYeHne NPUCYTCTBME aHOMaNbHOI0 XPOMOCOMHOI0
K/0Ha B rOHafax, T.e. roHaAHbIi Mo3amum3m. [pamble fokasaTesb-
CTBa ero CyL,eCcTBOBaHUSA MOryT ObITb NOMYYeHbI MPU UCCNef0Ba-
HUWN XPOMOCOMHOI0 Habopa TKaHei roHag 1 Myn0B reHepaTuBHbIX
KneToK. Takue nccnefoBaHUs BO3MOXHbI IULLbL HA MaTepuasne 6u-
orTata roHag v Ha npakTvKe He UCNosb3yoTcA. KOCBEHHbIM [10-
Ka3aTe/fIb,CTBOM Ha/M4yns rOHaAHOro Mo3auLM3ma ABngTca cny-
yam poXxaeHus ABYX v 60nee geTeil ¢ 04HOM 1 TOM XKe XPOMOCOM-
HOl naTofiorveil y poauTeneii ¢ HOpMaibHbIM KapuOTUMOM.
OfHaKO B TaKMX CEMbAX MOBTOPHOE POXAEHWE AeTeil C FeHOMHbI-
MU MYTaLMAMN HeNb3A 06BACHUTL TONbKO FOHAAHbLIM MO3anLn3-
MOM. PoxkgeHue cubCOB C pasIMyHbIMK aHEYMNIOUANAMU CBUAE-
TeNbCTBYIOT B NOJIb3Y CYLLECTBOBAHUA U ApYruX (hakTOpOoB puUCKa.

Cpenu (hakTopoB, BAMAKOLWMX HA NOBeJeHWe XPOMOCOM, clie-
[yeT yNOMAHYTb CTPYKTYPHbI reTepoMop3M roMosioros, obyc-
NOB/IEHHBIV COYeTaHWEM PE3KO pas3nyarolLMxcs BapuaHTOB He-
KOTOPbIX XPOMOCOM B KapuoTune poguTteneii. B nepsyto ouepesb,
aTo panoHbl Igh, 9gh n 16gh, KoTOpble XapakTepu3yrTcs pasnu-
YMAMU He TONbKO B pa3mepax 6/10KOB KOHCTUTYTUBHOIO retepo-
XpOMaTWHa, HO U HYK/IeOTUAHbLIM COCTaBOM WM YMC/IOM MOBTOPOB
anbponaHbix AHK, Bxoaawumx B ux coctas. Npegnonaranocs, 4To
NoAMMOP(U3M FeTEPOXPOMATMHOBBLIX PaliOHOB 3TUX XPOMOCOM,
a TakXkKe NMPULEHTPOMEPHbLIX PaliOHOB aKPOLLEHTPUYECKMX XPOMO-
COM M YBE/IMUEHHbIA palioH Ygh moryT cnocob6cTBoBaTh aHOManb-
HOIi cerperayum XpoMocom B aHathase MepBoro uav BTOPOro fe-
neHmnii meiosa (HasapeHko C.A., 1993; Demburg AF. et al.,
1996). OfHaKo pe3ynbTaThl UccregoBaHuii metogom FISH ¢ wmc-
Mosb30BaHMEM CNeUUpUUHOro K LEeHTPOMEPHOMY palioHy Xpo-
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mocomsbl 21 AHK-30Ha (aR 1-6) He NoATBepX4alOT yyacTue ab-
tongHbix AHK B aHoManbHOW cerperauuu xpomocom 21
(Vorsanova S.C. et al., 2003). MpAMbIX fOKa3aTe/IbCTB HEraTUBHO-
ro BAMAHUA reTepoMoppu3mMa reTepoxpoMaTHOBbLIX 6/10KOB XPO-
mocom 1,9,16 1 Y Ha noBefeHMe Apyrnx XpOMOCOM B Meino3e Tak-
Xe He MoJiyyeHo.

K «LMTOreHeTMyYecKMM» (PakTopam HepacxoXXAeHWs XpoMmo-
com rpynn D n G 4acto OTHOCAT OCOBEHHOCTM WX KOPOTKUX
nney, KOTOPbIE ABATCA KOMMOHEHTaAMM A4PbILLKA Y MOTYT BJIN-
ATb Ha PacxoXxjeHne XpoMOCOM. B yacTHOCTK, LWWMPOKO 06Cyxaa-
nacb npobnema KoOppensymm mexgy aHOMasibHOW cerperawmeit
XpOMOCOM B Meii03e 1 06pa3oBaHMeM YCTONUYMBBLIX accoLmaluii
ALPLILKOO6PA3YOLWMUX XPOMOCOM, PErncTpMpyeMbiX B COMAaTU-
YECKMX KMeTKax, a TaKXe NpPUCyTCTBMEM B KapMOTUME O4HOMO U3
CYNpyros 3KCTpa-BapuaHTa A4pbILKO0Opa3yoLLero paiioHa, Tak
HasblBaemoro ggoiHoro AOP (aHOP) (Jackson-Cook C.K. et al.,
1985; Trzepizur K. et al., 1995; Jacobs P., Hassold T., 1995). NMo-
CKOMIbKY Npu Tpucomuu 21 [OMOMHWUTENbHAA XPOMOCOMA, Kak
npasusio, Hacnegyetca oT pogutens-Hocutensa gAOP, npegnona-
rafiocb, Y4TO UMEHHO 3TOT XPOMOCOMHbIA MOMMOP(U3M BIUSET
Ha pacxoXjeHue Apyrux akpoLeHTpuyeckmnx xpomocom (Mirre C.
et al., 1980; Jackson-Cook C.K. et al., 1985). BmecTe c Tem, nMe-
olMeca K HacTOsWEMY BpeMeHW [aHHble He MNOATBepXAalT
YCTOWYMBOrO BAMAHUA CTPYKTYPHO-(YHKLMOHAbHbLIX OCO6EH-
HOCTel KOPOTKMX MNJie4 aKpOLLEHTPMYECKMNX XPOMOCOM Ha UX Mo-
BeieHNe B Melio3e.

Mpun ob6CyxaeHUN (HakToOpOoB, BAUSAIOWMUX Ha BOSHUKHOBEHMWE
YynCneHHbIX abeppayuii, Henb3s 060MTY BHUMAHWEM TEHbI, MyTa-
LMW B KOTOPbIX MOTYT NPUBECTU K HapyLUEHWsM Cerperawumn xpo-
mMocoM. Cneumndunyeckme «MenoTyHecKne» MyTaLnn y 4enoBeka,
B OT/INYME OT MOJE/bHbIX 06BEKTOB, NOKA HE UAEHTU(PULMPOBA-
Hbl. OflHAKO W3BECTHO Y>Ke 0K0J10 20 reHOB, HEKOTOpbIE annefb-
Hble BapuvaHTbl KOTOPbIX acCOLMMPOBaHbl C HEPACXOXAEHWEM
XPOMOCOM B Melio3e U B MMUTO3e. [poayKTbl 3TUX FeHOB BXOAAT
B COCTaB MUTOTUYECKOrO BEPETEHA, KOHTPOAMPYIOT CUHTE3 HYK-
NEVNHOBbLIX KUC/IOT, ABNAIOTCA (DepMeHTaMu CUCTEMbI penapawmm
OHK, 6enkamun pekombrHaLMm MelioTMYECKUX XPOMOCOM, a Tak-
Xe CUCTEMbI JeTOKCMKALNN KCEHOOMOTUKOB.

MHOrouncneHHble hakTbl MOBTOPHOIO POXKAEHNS AeTel C Xpo-
MOCOMHOV NaTo/orvield, NPOC/EXKMBaEMbIE B HECKO/bKWX MOKONEHU-
X, CBUAETENbCTBYOT B MO/Mb3y CYLLECTBOBAHWSA HacnefCTBEHHON
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npeapacrosIoXKeHHOCTU K HePacXo>KAeH0 XPOMOCOM. OpfHaKo KOoH-
KPETHbIE MEXaHU3Mbl BO3HMKHOBEHWNA MOBTOPHbIX aHeyHﬂOMAMVI
0CTalTCA HEACHbIMW.

10.1.3. Hannuue B aHamHe3e pebeHka (nnoga) ¢ MBIMP

MHOXEeCTBEHHbIE BPOXAEHHbIE NMOPoKM pas3suTus (MBIIP)
XapakTepHbl Ans 60MbLUMHCTBA XPOMOCOMHbIX 601e3Hei. Ecnu
CPean BCEX BPOXAEHHbLIX MOPOKOB Ha 4O/ CBA3AHHbIX C XPOMO-
COMHbIM fucbanaHcoMm npuxoanTca okono 6% (Kalter H.,
Warkany J., 1983), To cpean MBTIP yaenbHbIil BeC XPOMOCOMHbIX
6one3Heli MOXeT gocturatb 51% (Jlastok .M., 1979). MNostomy
LMTOreHeTUYEeCKUM WCCNefoBaHNAM OTBOAUTCA BefyLlas posb
npu onpegenedumn npuynd MBIIP. B nogasnstoLwem 60/1bLWNHCT-
Be cnyyaes MBITP He COBMECTUMbI C KWU3HbIO, U KapuoTunumpo-
BaHWe nnoga (pebeHka) He MPOBOAMUTCA, a 3aKNOYeHWe O BO3-
MOXHOM XPOMOCOMHOM JucHanaHCe OCHOBbLIBAETCA Ha pe3ynbTa-
Tax MaToMoOpPMONOrNYECKNX AN Y3 UCCeA0BaAHUIA.

CnepyeT NoA4YepKHyTb, 4YTO 6€3 LMTOreHeTUYeCcKoro nogTeep-
XAEHUA TOr0 UAN WHOFO0 XPOMOCOMHOIO CUHAPOMa BOMNpoc 06
atuonorunm MBTIP ocTtaetca OTKpbITbIM. [1pOrHo3 NOBTOPHOIO
po>KaeHus pebeHka ¢ MBIP 3aBUCMT WCKIOUUTENBHO OT TOro,
HaCKOJIbKO TOYHO ycTaHoB/eHa npuumHa MBTPy npegbiayiierope-
6eHka W nnoga 'y poguTeneii ¢ HopMasibHbIM KapuoTunom. Tak,
B C/lyyYae XPOMOCOMHbIX CUHAPOMOB CpefHUiA pUCK NOBTOPEHUS
cocTaBnseT He 6onee 1%, a B clyyasx HEXPOMOCOMHbIX —Ha No-
pAooK Bbiwe (9—10%), npuyem LA PeLeccUBHO-HacNeayemblX
MOHOTrEeHHbIX (hOPM OH COCTaB/seT 0KoJ0 5% (Jlastok I'.U. u ap.,
1983).

Bcero B rpynne 6epemMeHHbIX, UMeIOLWMX B aHaMHe3e pebeHkKa
nnu nnoga ¢ MBIP, Hamu 6bI10 BbINOMHEHO 182 npeHaTaNbHbIX
OWArHOCTUKKW, U B 4 cnyvasdx Oblnn BbISBNEHbI MN04bI C XPOMO-
COMHoOIi nmatonorueii (2,2%). Takum 06pa3om, 4acToTa XpPOMO-
COMHbIX 60/1e3HEel Y N104a B 3TOW rpynne Bbllle NONYNSLMOHHOM
(0,6%). OgHako npuumHbl MBTP y geTeit npu npegblayLeii 6e-
PEMEHHOCTM NpU OTCYTCTBUM NOAPOGHLIX CBeAeHUI 06 UX xapak-
Tepe OCTalOTCA HEACHbIMU, TakK KakK (heHOTUMNUYeCKas reTeporeH-
HOCTb XapakTepHa Ans scex MBIIP, He3aBUCUMO OT UX 3TUOSIOMU-
YecKoin npuymHbl. B Tex cnydasx, korga MBIP 06ycnoBneHsl
XPOMOCOMHbLIMW aHOMaNNAMU, TO ANA ANArHOCTUKMW [OCTaTOYHO
aHanunsa kapuotuna, Torga Kak npv gpyrux MBIP yutoreHetn-
YyecKkoe uccnefoBaHMe NULb OTBEpPraeT XpPOMOCOMHYIO Mpupoay
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[AaHHOTO KOMIeKca NMopoKoB, HO He M03BOJIAET YCTAHOBUTL €ro
atnonoruio. CnefosartefibHO, NpWU Haauyum B CeMbe pebeHka
¢ MBIP HeACHO 3TMONOTrMM HOPMa/bHBIA KapuoTun y nnojga
npu cnegytolleli 6epeMeHHOCTN He ABNSETCA rapaHTUen poxge-
HUS 300pOBOro pebeHka. B HekoTopbix ciyyvasx MBIIP moryTt
6bITb 00YCNOB/IEHbI MWKPOXPOMOCOMHbBIMW MepecTpoikamu,
[4NA OUarHOCTUKW KOTOPbIX CTaHAapTHbIE MeTOAbl KapuoTUNUPO-
BaHWA He NPUrofHbl. Mo3aToMy Npy NOA03PEHNN HA MOHOTEHHbIE
NN MUKPOXPOMOCOMHbIE CUHAPOMbI HEO6XOAMMO NPOBECTU 06-
cnefosaHue 60/1bHOrO pebeHka 1 poauTeneid, a Npu NaaHMpoBa-
HUW WHBA3WBHOIO BMeLLAaTeNbCTBa —MPejyCMOTPETb NoyYeHue
NNOLHOro0 martepuana Ans AUarHOCTUKU MONeKYNAPHbIMUA MEeTo-
famun. CnefyeT MOMHUTb TakXe, UYTO TFEHETUYECKYH Npupoay
MHorux MBTP ycTaHOBUTL He yaaetcd. [103TOMy nocnie UCKN-
YeHUs HacneACTBEHHOW NaTtonorum BCEMU JOCTYMHbIMW METOAa-
MW, afleKBaTHbIMU /15 KaXKA0ro KOHKPETHOro cnyyas, Lenecoo6-
pa3Ho pekomeHgoBatb ¥3W B fuHaMuKe, NpuypoynBas ero npo-
BeJleHMe K MakCUMa/ibHO MH(OPMATUBHBIM CPOKaM, Mo3BOJIA0-
WMM UCKHOYUTL MOPOKW, YCTAHOBNEHHbIE Y NpeblayLero cuno-
ca.

10.1.4. AHOMaNUKM KapuoTuna y poauTenei

Hannyne CTPYKTYPHbIX MEPECTPOEK WU YUCNIEHHBIX aHOMa-
NN XPOMOCOM Y OAHOIO U3 poguTeneil NPpUBOANT K 06pa3oBaHnio
Hec6asiaHCMPOBaHHbIX FameT U YBe/IMYMBAET BEPOATHOCTL POXJe-
HUA pebeHKa ¢ XPOMOCOMHOI nmaTtonorvein. Hocutenm aHomab-
HOro KapuoTumna OTHOCATCA TakXe K rpynre BbICOKOro pucka no
oAHopoanTensckoi aucommn (OP/) y nnoga. OP/[ xapakTepusyeT-
CS MPUCY TCTBMEM B KapuvoTWne YABOEHHOro0 XPOMOCOMHOIO MaTe-
puana TOMbKO OfLHOTO M3 POAUTENe NpM OTCYyTCTBUN 3TOr0 >Ke
MaTepuana gpyroro poguTens (HasapeHko C.A., CaxeHoBa E.A.,
2004). B nocTHaTtanbHOM nepuofe OP/[l MOXeT NposBUTLCS B BU-
ae «6onesHeli UMNPUHTUHra» (cm. 10.3.3).

CbanaHcnpoBaHHble CTPYKTYPHbIE MepPecTPOiKM XPOMOCOM.
YacToTa HocuTenein cbanaHCUpPOBaHHbIX CTPYKTYPHbIX NepecTpo-
€K XpOMOCOM 3HauMTeNbHA U cocTaBnseT npuMepHo 1-400 B nony-
nauuwn (CarreraJ.M., Di Renzo G.C., 1993) nnu 1:500 HOBOPOX-
JeHHbIX (Papp Z., 1990). YacToTa Cynpy>eckux nap, B KOTOPbIX
Of4MH W3 MNapTHepOB ABNAETCA HOCMTenem cbanaHCMPOBaHHOW
XPOMOCOMHOI abeppauumn, coctaBnseT npummepHo 1/100-200
(Boné A., 1995). B cTpyKType obpattaemocTu Ha N[ ata kartero-
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pus NaLMeHTOB BeCbMa HEMHOTo4YunceHHa 1 coctasnset ot 0,5 1o
5% (3onotyxuHa T.B., KyxapeHko B.W/., 1990; Stranc L.C. et al,
1994). Mpw 3TOM B CynpyXeckux napax, HanpasnseMbix Ha MM,
MYXUYUHbI-HOCUTENN CTPYKTYPHbIX MepecTpOeK BCTpeyarTcs
B 1,3-3,3 pa3a pexe, yeM XeHuWuHbl (Daniel A. et al., 1989). 3toT
(haKT 0ObACHSAETCA TEM, YTO HOCMTENLCTBO TPAHC/IOKaLWUA 3avac-
TYIO COMPOBOXAAETCA HapyLIEeHUsSMU ChnepMaToreHesa pasHoi
CTeMneHMn TSXKeCTK, BNIOTb 40 NOJSTHOW CTEPUSIbHOCTH.

BeposTHOCTL 06pa3oBaHWs HOPManbHOW WAU TFEHETUYECKHU
c6anaHcMpoBaHHOM 3UroThl, a TAKXXe NOCNeACTBUSA pa3BUTMA re-
HETMYECKM HEMOJSTHOLLEHHO 3UroThbl ONpefenstoTcs TUMOM nepe-
CTPOWKK, CneunnKoi BOB/IEUYEHHbLIX B HEE XPOMOCOM, IOKaIu-
3aLmeil B HUX TOUEK pa3pblBa, a TakKe POAMUTE/IbCKUM MPOUCXOXK-
feHnem abeppaHTHOI XpomMoOcOoMbl. C y4eTOM 3TUX ()akTOpOB K
TUNa cerperawuum abeppaHTHbIX XpPOMOCOM B Meii03e pa3paboTaHsl
CXeMbl 1 TabNuULbl, COrNacHoO KOTOPbIM MOXHO paccymTaTb IMMu-
PUYECKNIA PUCK POXAEHNA pebeHKa ¢ abeppaHTHLIM KapMoTMnoMm
(Kosnosa C.1. un gp., 1996; Daniel A. et al., 1989; Cans C. et al.,
1993). CpefiHWiA 3MNUPUYECKNIA PUCK XPOMOCOMHBIX 60/e3Helk
y NOTOMCTBa B CEMbAX, F4e OAUH U3 CYNpPYros fB/IAETCA HOCUTE-
NeM KakoW-nnbo TpaHCNOKauuw, BapbupyeT B 3aBMCUMOCTM OT
Tuna nepectpoiikn (5,4—11,6%) 1 OT CPOKOB AMArHOCTUKM
(13,3% —sB | TpumecTpe u 8,5% —Bo N) (Boue A., Gallano R,
1984; Carrera J.M., Di Renzo G.C., 1993).

PobepTCOHOBCKME TPaHCNOKaUMW, wnw LEHTPUYECKUE CIUAHNSA
aKPOLEH T PUYECKMX XPOMOCOM, ABMAOTCA Hambonee pacnpocTpa-
HEHHbIM TUMOM XPOMOCOMHbIX aHOManuii. Nx obuyas yactoTa co-
ctaBnseT 1:1000 HOBOPOXXAEHHbLIX, Mpu 3TOM B 74% cry4yaes
TpaHcnoKaummn 3aTparusaloT Xpomocombl 13 u 14 (Solari AJ.,
1999). B cTpyKType 06paLiaeMocTu Ha M nugepamMmun oKkasbiBatoT-
cs HocuTenu der(13;14) n der(14;21) (Boué A., 1995). LieHTpu-
Yyeckue CANAHUA gpyrux xpomocom rpynn D n G BcTpeyaroTcs ro-
pasfo pexe.

Puck poxaeHus feteil ¢ Hec6anaHCMPOBAHHbIM KapuoTUNOM,
KaK 1 CaMOMpoun3BO/IbHbIX BbIKUAbILWENA, Y HOCUTeNein pobepTco-
HOBCKMX TPAHCNOKaL WA CyLLEeCTBEHHO BapbUpyeT B 3aBUCUMOCTH
OT XPOMOCOM, BOBJIEYEHHbIX B C/IMSAHWE, & TaKXe OT nosia HocuTe-
nsa. TIoCKONbKY Y MY>XXYMH-HOCUTENEN TpaHcnokaumin 13; 14,
14;21, 21;22 pucomuns no xpomocomam 13 u 21 coctaBnseT npu-
MepHO 1/3 oT BCex HecbanaHCMpPOBaHHbLIX CNepMaTo3onioB, Teo-
PETMYECKUI PUCK POXAEHNS pebeHKa ¢ Tpucomuein 13 nnm 21 co-
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ctaBnset 0-10% (Guttenbach A. et al., 1997). Mpn MaTepuHCKOM
HOCWTENbCTBE TPaHCNoKaunu 14;21 BepOATHOCTbL POXAEHUA pe-
b6eHka ¢ Tpucommeli 21 BospacTaeT M oueHmBaeTca B 10—15%
(Boné A., 1995).

B cnyyae LeHTPUYECKOro CAUAHUA FOMOIOTUYHBLIX XPOMOCOM
NPOrHO3 NOTOMCTBA HebnaronpuaTeH. TeopeTUUECKU Takue po-
6epTCOHOBCKME TPAHCNOKALMN BO3MOXHbI A4/19 BCeX 5 nap akpo-
LleHTpuYeckux aytocom. OfHako 6onee pacnpocTpaHeHHbIMU AB-
nATCA TpaHcnokauun 21;21 n pexe 13;13 n 22;22. Puck poxge-
HUs feTeit ¢ Tpucomumein 21, 13 n 22 npu LEHTPUYECKOM C/TMSHUK
rOMOOrMYHbIX XpOMOCOM oLueHuBaeTca B 100%. Takaa cutyaums
06bACHAETCA 06pa3oBaHMeM TOMBKO [BYX TUMOB ramMeT —Hecy-
LW MX TpaHcnoKaLmMo U, cnefosarenbHo, AUCOMHBIX NO XPOMOCO-
MaM, BOBNIeYEHHbIM B NepecTporiky, 1 rameT ¢ Hy/IMCOMMeN No Ka-
KOW-nn60 n3 aTux xpomocom. O6pasyroLmecs nocne onnoLoTBo-
PEHVA HOPManbHbIMW rameTamy 3UroTbl —MOHOCOMHbIE MO J10-
6011 13 xpomocom rpynn D n G uam TPMCOMHbIE MO XPOMOCOMaMm
14 n 15 —He cnocobHbl K passutuio (Porenb @., MoTynbeku A,
1989: Kosnosa C.1. n gp., 1996).

YacToTa reteposuroTt no PeumnpoKHbIM TPaHCIOKaUMAM OLe-
HuBaeTcs BennumHoi 1:600 cynpyxeckux nap (Crandall B.F. et
al., 1980). PeanbHblii PUCK POXAEHUS >XXMU3HECMOCOOHbLIX AeTeil
C HecbanaHCMPOBaHHLIM KapuoTUNOM OMNpeAenseTca crneundu-
KOV XpOMOCOM, BOBfIEYEHHbIX B TpaHCNOKauWio, pasMepamu
TPaHCNOLUMPOBAHHbLIX CErMeHTOB W NOMIOM Hocutens. Makcu-
MaJibHas 4yacToTa poXaeHna pebeHKa C NOPoOKamMu pas3BmUTUA fOC-
Turaet 40% (Cans C. et al., 1993). Smnupnyeckmnini puck cocrta-
BNSAET B cpefHeM 14% npu OTUOBCKOM HOCUTENLCTBE TPAHC/IOKa-
unmn n 18% - npu matepuHckom (Kosnosa C.W. u gp., 1996).

CreflyeT nofuepKHYTb, 4YTO Haimyue abeppaHTHbLIX XPOMOCOM
B KapuoTumne poanTenei yBeMumBaeT TakKe pUCK O4HOPOANTENb-
CKOW gucomun y nnofa - Mo LenbiM XpoMocoMam npu pobepTtco-
HOBCKMX M MO y4acTKaM, 3aeliCTBOBaHHbLIM B MepecTpoiike (T.e.
CErMeHTHO gucomun) - Npu peLmnpoKHbIX TPAHCAOKALMSAX.

HocuTtenn napaueHTPUYECKUX WHBEPCWA, HE W3MEHAIOLLMNX
MOP( OO0 XPOMOCOMbI, PErucTpupyroTca TOMbKO NpU Hanu-
4ynm HecbanaHCUPOBAHHOMO KapmoTuna y WX feTeil ¢ nopokamu
pa3BmTua. YactoTa napaueHTPUYECKMX MHBEPCUIA B MOMYyNAsALUm
OLEHMBAETCA KaK KpaiHe Hu3kasA. [MeprueHTPTECKMe VHBEPCUN,
COMpOBOXJaroLLmecs MopgosorMyecKMMm N3MeHeHNAMMN XPOMO-
COMbI, NPeAcTaBneHbl 4OCTATOYHO WMPOKO U UCCnefoBaHbl bonee
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fetansHo (Madan K. et al., 1984). ®epTuUNbLHOCTL Y reTepo3nuroT
Mo napaueHTPUYeCKUM MHBEPCUAM, KaK NpaBuiio, He HapyLleHa,
Torga Kak 12% HocuTenein nepuueHTPUYECKUX UHBEPCUIA, 0CO-
6eHHO KPYMHbIX XpPOMOCOM, cTepusibHbl (Guttenbach et al., 1997).
Ocob6eHHOCTM rameToreHesa OnpeLensoTCcs N0Kanm3aLlmein Touek
pa3pbiBa, a TaKXe pasmMepaMnm MHBEPTUPOBAHHOIO yyacTka. [ak,
y HOCUTeNel NPOTAXKEHHOW MHBEPCUMW 3aperMcTpupoBaHa BbiCO-
Kas (25-30%) uactoTa HecbasaHCUMPOBaHHbLIX CrepMaTo30MA0B
(Navarro J. et al., 1993), B To Bpems KaK y reTepo3urot no KopoT-
KOMY MHBEPTMPOBAHHOMY CErMeHTY HecbanaHCMpOBaHHbIX cnep-
MaTo301a0B He 06HapyXeHo. MokasaHo Takxe, 4To y hepTuib-
HbIX MY>XYUH COOTHOLLEHWE CMepMaTo30MA0B C MHBEPTMPOBAH-
HO N HOpPManbHOI XpoOMOCOMaMu (haKTUUYEeCKMN He 0TMYaeTes oT
1:1 (Guttenbach A. et al., 1997).

YTo KacaeTcs MHBEPCUiA NPULEHTPOMEPHbLIX FeTepOXpomMaTu-
HOBbIX paioHOB XpomMocom 1, 9 u 16, BOMpoC 0 TOM, AB/AKTCA NN
OHM CTPYKTYPHbIMUN NepecTpoiikamMy AN BapuaHTaMm NoMMop-
(hM3mMa HOpPMasIbHOTr0 KapuoTuMna, peLleH B Nosb3y NouMoppns-
ma. CornacHo nocnegHei Bepcun MexayHapogHOR HOMEHKATY-
pbl xpomocom (ISCN, 1995) oHu o6o3HayaroTca Kak iph, 9ph
1 16ph BMecTO TpagMLMOHHON ANs uHBEpcuii abbpeBmatypbl inv.
CnepgyeT OTMETUTB, YTO U paHee NoKann3aumsa npuLeHTPOMepHo-
ro reTepoXpoMaTMHOBOr0 paiioHa Ha KOPOTKMX Nievax XpoMoCcoM
1, 91 16, paBHO KaK 1 XpoMOcoMbl 19, paccmaTpusanach Kak «pu-
310/10TUYECKME» BapuaHTbl HOpManbHOro kapuotuna (Mpoko-
(hbeBa-benbrosckas A.A., 1969). Hanbonee yacto B nonynsuuu
(1-3%) npeactaBneH nNoMMOpPgU3M NPULEHTPOMEPHOrO reTe-
poxpomaTrHa XpoMocoMbl 9 - BapuaHTbl 9ph n pexke 9phgh. Cpe-
O HocuTeneld BapmaHTa 9ph XeHwWnHbI BCTpevatoTes B 1,7 pasa
yaule, yem MyXuuHbl (Yamada K., 1992).

MHorve nccnefoBateny NPUAEPXMBAKOTCA MHEHUSA O CTPYK-
TYPHOI 1 PYHKLMOHANbHON HEATPaNIbHOCTN MHBEPCUIA MPULLEH-
TPOMEPHBLIX FETEPOXPOMATUHOBBLIX paiioHoB (HasapeHko C.A.,
1993). Mexay TeM, JaHHble HEKOTOPbIX aBTOpPoB (AKonsaH .&.,
1988; Yamada K., 1992) He no3BONAKOT MOMHOCTLI UCKNOYUTB
HeraTuBHyt ponb 9ph B cerperaumm mMeoTUHYECKMX XPOMOCOM
N ee CBA3b C NPUBbLIYHLIM HEBbIHALLIMBaHWEM.

MpuHMMas BO BHMMaHWe OTCYTCTBME efMHOM TOUYKW 3PeHUs
0 PONN MHBEPCUIA XPOMOCOM B Npobriemax penpogykunum v egu-
HbIX peKOMeHZaunii o MJ y HocuTenen Takux nepecTpoek, pac-
CMOTPWUM 3TOT BOMpPOC NoApo6Hee.
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Tabmua 10.3
YacToTa XpOMOCOMHOTO gucbanaHca u akylwepcKoli natosnormm
y HOCUTenen CTPYKTYpHbIX abeppayunii Xxpomocom
(cornacHo aHaMHeCTUYeCKUM AaHHbIM)

Pe6eHok ¢
Xpowocowras  Beeron  Crormame ity EEERE
abeppavys rpynre agopTbI 60/1e3HbI0 Kamn
pazBUTUS
PeuunnpokHble 46 16 (37,8%) 2 (4,3%) 6(13,0%)
TpaHcnokKauum
P0GepTCOHOBCKME 40 9 (22,5%) 11 (27,5%) 3 (7,5%)
TpaHcnoKaLmum
9ph 130 17 (22,3%) 6 (4,6%) 13(9,9%)

CornacHo 0606LWeHHbIM faHHbIM Hawero LleHTpa, BapuaHT
9ph 6bIn 3apeructpupoBaH y 130 niogos. B 34 cnyvasx HocuTe-
nem 9ph 6bina matb, B 29 - 0oTeL, B O4HOM C/ny4ae - 0b6a poauTe-
nd. B 66 cnyyaax poguTenbckas npuHaaieXKHoCTb ocTanach Hews-
BECTHOI. Npu npeHaTaJibHOM KapMOTMMNMPOBaHWUMN YCTaHOBIEHO
npenMyLLecTBEHHOe Hac/ej0BaHMe XPOMOCOMbI C UHBEPCUEN re-
TepoXpPOMaTMHOBOIO paiioHa He3aBNCMMO OT POAMTENBCKOTO NPo-
ncxoxgeHuns (45 cnyvaes u3 63). HecbanaHCMpoOBaHHbIA Kapuno-
"N (Tpucommua 18 —2 cnyyas, Tpucomms 22, 47, XXX n 47, XXY),
yCTaHOB/EH y 5 Nn0A0B, MPUYeM XPOMOCOMHbIN AucbanaHC BO
BCeX C/lyyaax coyeTasncs ¢ Hannumem 9ph. Takum o6pa3om, yacTo-
Ta NN0A0B C HeCcHanaHCUPOBAHHbLIM KapMOTUNOM B rpyrnmne HOCK-
Tenei 9ph okaszanacb 4OCTaTOYHO BbICOKO —5 13 130 (3,8%), uTo
NATUKPATHO MPEBbILIAN0 NOMYNALMOHHYIO YacTOTy XPOMOCOM-
HbIX aHOMasiMii B NpeHaTabHOM OHToreHese (0,6%).

Mpun aHann3e aHaMHECTUYECKMX JaHHbIX YacToTa fieTeil ¢ Xpo-
MOCOMHbIMU 60Ne3HAMU Yy poanTeneii—Hocuteneir 9ph TaKke
okasanach B 5 pas Bblle, YeM NonynayMoHHas (Ta6n. 10.3), a vac-
TOTa CMOHTaHHbIX abopTOB U poxaeHwe geTteil ¢ MBIIP okasa-
JINCb COMOCTaBUMbIMMN C TAKOBLIMW Y FeTepo3UroT No peLunpok-
HbIM 1 PO6EPTCOHOBCKMM TPaHC/IOKaLUAM.

Takum 06pa3om, HaLLW AaHHble CBUAE TENLCTBYHOT NPOTWB Hell-
TPasIbHOCTY UHBEPCUM MPULLEH T POMEPHOTO re TepoXpoMaTUHA XPo-
MocoMbl 9. OHK, CKOpee, NOKa3blBAKOT, YTO BapuaHT 9ph MOXKeT
BIMSTb HA HEPaCXO>KAEHVe XPOMOCOM, @ Tak>Ke yBeNMunsaTh BEepO-
ATHOCTb CMOHTAHHOMO NPepblBaHWs BEPEMEHHOCTU W POXKAEHNS
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JeTel C MHO>KeCTBEHHbIMM NOPOKaMU pasBuTUA. 3TH BbIBOAbI XO-
POLLO COrfIacyloTCA € pesy/ibTaTaMu KPYyMHOMAcCLITabHbIX nomny-
NALMOHHbIX uccnegosanuii B AnoHnn (Yamada K., 1992). Cnegy-
€T NOAYEPKHYTb, OAHAKO, YTO CTAaTUCTUYECKME AaHHble, Kacato-
wmecs apdexTa 9ph, 06bIYHO OrpaHNUNBAOTCA CPABHEHUEM Yac-
TOT TOM WAM WHOW NaToNoruK B rPymnne HocuTeneir U B HOpMe
(8 nonynauuun). 3T uccnefoBaHnsa, Kak npasuno, He Nogkpen-
NeHbl U3yYeHWEM MPOUCXOXAEHNA aHeynnouaun, Y4To NpUHLM-
NYanbHO BaXKHO A8 MOHMMaHUA 3deKTa M3yyaeMoi Xpomo-
COMHOW abeppaummn. HeBO3MOXHO TaKkxXe OLEHWNTb BKa4 KaXao-
ro 13 Cyrnpyros B OCNOXHEHHbIA penpogyKTUBHbIA aHaMHes. Mo-
3TOMY BOMPOC 0 BAUAHWUW BapuaHTa 9ph Ha aHOManbHY10 cerpera-
LIMK0 XPOMOCOM, PaBHO KaK ¥ ero yyactue B pyrux penpogyKTuns-
HbIX Npo6nemax, Mo-NpeXxHeMy Henb3d CYMTaTb OKOHYATeNbHO
peweHHbIM. BmecTe ¢ Tem, npuBefeHHbIe JaHHbIe NO3BONAIT OT-
HecTu HocuTeneid sapmaHTa 9ph B rpymny MOBbLILLEHHOTO pUCKa
N NP OTATOLEHHOM aKyLLIEePCKOM aHaMHe3e peKOMEeHA0BaTb UM
npeHaTaNbHOe KaproTUMNMpoBaHue.

UwncneHHble aHoManmm KapuoTuna, 06ycrioB/ieHHble gucbanaH-
COM MO NONOBbIM XPOMOCOMaM UM Hanynem AOMNOMHUTENbHbIX
MapKepHbIX XPOMOCOM, COBMECTUMbI C AeTopoXaeHreM. OfHaKo
OHW B TOV WM UHOI Mepe BAMAKOT Ha NPOLLeCcChl CO3peBaHmns ra-
MET 1 NPU COXPaHEHUW PEMPOAYKTUBHOM PYHKL UM YBENNUMBAIOT
PUCK poXKaeHWs 60/1bHOrO pebeHkKa.

O6Lan YacToTa HOCUTENEN YNCTIEHHBIX aHOMaNI MOMOBLIXXPOMO-
com B nonynauuu oueHusaetcs B 0,43% (Spriggs E.L. et al., 1996).

Mpw cuHgpome KnaitHgenTepa (kapuotun 47,XXY) vactoTa
CnepmMaTo30MfoB C ANCOMMEN MOMOBLIX XPOMOCOM (XX n XV)
Ha NOPSAAOK BbIlle, YeM TaKOBbIX B 06pa3Lax afakynaTay naymeH-
TOB C HOPManbHbIM KapuoTtunom. Ans nHamengyymos 47 , XYY xa-
paKTepHO yBeNnYeHWe 4acTOTbl CNepMaTo3onioB, HECYLIUX Of-
HOBPEMEHHO X 1 Y XPOMOCOMbI. Takum 06pa3om, pUCK POXKAEHUN
JeTeli ¢ cuHgpomammn Tpunno-X, KnaliHdenTepa n gvcomuein Y
Y TaKnX My><UMH 0Ka3bIBAeT CS MOBbILLEHHbIM.

CvHApOM Tpuno-X B 60bLINHCTBE CNYYaeB He CONPOBOXa-
€TCA OTK/IOHEHUAMW B MCUXUYECKOM, (DU3NYECKOM U MOJI0BOM
pa3BuTuK. JINLb Y HEKOTOPbIX MHAVBUAOB OTMEYaKTCs HapyLle-
HUA PenpoayKTUBHbIX DYHKLMIA (aMeHopes, LUCMEHOPES, paH-
HAS MeHoNay3a v p.) unun cnabo BbipaXKeHHbIE aHOManuy pasBu-
TUS Hapy>XXHbIX NOMOBbIX OPraHOB, a B PefKMX Cnyvasx —erkas
(hopMa YMCTBEHHO OTCTanocTu. Kak npaBuo, XeHLNHbI C Ka-
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proTnnom 47, XXX UMEOT HOPMa/lbHYH0 PeNpPOLYKTUBHYIO (DY HK-
LMI0, OHAKO Y HUX MOBbIWEH PUCK CMOHTaHHbIX a6OpTOB U/nMnn
poxpaeHns pebeHka € aHeynnomgHoiM kapuotunom (Mur-
thy K.D.S., FaragT.l., 1995).

BepeMeHHOCTb Yy MauWeHTOK C cuHApomom Llleperuescko-
ro-TepHepa - co6bITME OYEHb pefKoe. PenpodyKTUBHAA (hYHKL S
COXpaHAeTCsA TONbKO Y HEKOTOPbIX HOCUTE/bHML, abeppaHTHON X-
XPOMOCOMbI, Kak Mpasuno, ¢ geneumsaMm KopoTKoro nneya (ka-
puotun 46,X,der(X) (Aller V. et al., 1995; Taga M. et. al., 1996;
Uehara S. et. al., 1997; Blumenthal A. et al., 1997), a Takxe y He-
KOTOpbIX M03aumkoB 45 X/46,XX (Hirahara F. et al., 1995,
Novak A. et al., 1995; Magee A. et al., 1998). B nocnegHee Bpems
NOSBAAKOTCA COO6LLEHNA O HACTYNAeHUN 6epeMEHHOCTUN U POX-
LEeHUN 300POBbIX AeTel Y NaLMeHTOK ¢ 3TUM CUHAPOMOM C NOMO-
b0 BCMOMOraTeNbHbIX PenpoayKTUBHbIX TexHonormin (Gutier-
rez A. et al., 1994; Khastgir G. et al., 1997; Bresson J. et al., 1997).

YacToTa HOCUTENeid CBEPXUMCNEHHBIX MapKepHbIX XPOMOCOM
B nonynauum coctasnseT 1:1000. B cTpykType o6palyaeMocTu Ha
MM HoCcUTenu TakuMX KapuoTWUMOB BCTPeYarTcAa pefko. Tem He
MeHee, Hamyve MapkepHbIX XPOMOCOM YBe/IM4MBaeT BEPOATHOCTb
He TONbKO 06pa3oBaHUA aHeynIoUAHbIX ramMeT, HO U OfHOpOAW-
TenbCKOM AYCOMUM Y MOTOMCTBA MO yuactxkam, MNPEACTABNEHHbIM
B MapKepHoi xpomocome (James R.S. et al., 1995).

AHOMa/IMM KapuoTuWna SBAATCA (haKTOPOM BbICOKOTO pUCKa
PO>K/ieHNS pebeHKa C XPOMOCOMHbIM AMcHanaHCcoM, 06YC/I0B/IEHHbLIM
CeMeiHbIM HOCUTENbCTBOM FEeHOMHbIX M XPOMOCOMHbIX My TaLumu.
AHeynnovays no nonoBbIM XpOMOCOMaM Y poguTeneid, NpeAc TasneH-
Hast MO3aMYHOWN M Aa>Ke MOJHOW hopMOiA, MOXKET He COMPOBOXK-
[aThCS HapyLLEHVEM PENPOAYK TUBHON (hyHKUMW. MHOrMe HocuTenm
CTPYKTYPHbIX U YNC/IEHHBIX aHOMa/Uii KaproTuna OKasblBalTCs
nauyeHTamy LeHTPOoB No 6ecrioguio 1 BCrIOMOraTe/bHbIX perpo-
OYKTVBHbIX TeXHONorvin. B aTux cnyyasx M Mo>keT 6bITb OCy-
LLecTBNeHa Ha cTagum 10-12 6nacToMepos, T.e. [0 TpaHCnaH-
Tauum sMOPUOHOB B MaTKY, nnv PEKOMEHZAOBaHa B pernameH Tupo-
BaHHbIE CPOKW Y>Ke Moc/e HacTynneHnst 6epeMeHHOCTU.

10.1.5. BbICOKMIA pUCK poXKaeHNA pebeHka

C XPOMOCOMHOI 60/1€3HbI0 NO pe3ynbTaram

BUOXMMMNYECKOTO CKPUHWHIA

C NomMoLLbH BMOXMMNYECKOTO CKPUHUWHIA YAAETCA BbISBUTb
60-70% nnofoBs ¢ 60ne3Hbo JayHa BO |l TpumecTpe, a B coYeTa-
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HUK ¢ jaHHbIMKU Y3 B 11—12 Hefi. 6epeMeHHOCTU (TO/WLMHA BO-
POTHMKOBOTO MPOCTPAHCTBA, A/1MHA HOCOBOM KocTn) —95—98%
(cm. rnaebl VII, VIII). OCHOBHble NPUHLWMNbLI NpeHaTasbHOro
CKPUHUWHTA 418 GOpMMPOBAHUA TPYNM PUCKA MO POXKLEHUIO pe-
6eHka ¢ cmHapoMoM [layHa nogpobHO pacCcMOTpeHbI B rnase V.
Mpw onpefeneHnn Noporosoro yposHa (aHrn. cut off—rnasa VII)
41 MHBa3nBHOM MM cnefyeT MCXOANTL U3 pacyeTa, YTO Npu Mac-
COBOM CKPUHUHTe (0XBaT He MeHee 80% Bcex 6epeMeHHbIX) rpyn-
na pucka, KoTopoii 6yfeT peKoOMeH0BaHO NpeHaTaibHOe Kapuo-
TUNWUPOBaHMe, COCTaBUT He MeHee 5% OT Bcex 06CNef0BaHHbIX.
HemanoBaxHbIM AN ONpefeneHns nopora ABAseTca U pUCK Mo-
C/leonepaunoHHbIX OCMOXHEHWIA, KOTOPbIA He LO/MKEH MPEeBbI-
LIaTb PUCK POXAeHMs pebeHKa ¢ 60ne3Hblo JayHa. OTMETUM TakK-
Xe, uTo 60ne3Hb flayHa y nnoja nogTBepXaaeTcs Tonbko y 113 50
6epemMeHHbIX C OTK/IOHEHUAMW MapKepHbIX CbIBOPOTOYHbLIX 6en-
KOB, YTO 00YCNOBMEHO BbICOKO YYBCTBUTEIbHOCTbIO M HU3KOM
CNeunpUUYHOCTLI0 BUOXUMUYECKOTO CKpUHUHTA (rnasa VII).

10.1.6. MNOpPOKN WM OTKIIOHEHUA Pa3BUTUSA, BbiSIB/IEHHbIE
npv yNbTpa3ByKOBOM UCC/iefoBaHUN (Y/IbTPa3BYKOBble
Mapkepbl XPOMOCOMHOW NaTosiornm)

OCco6eHHO BbICOK PUCK XPOMOCOMHbIX aHOManuid y nnojga npu
Ha/IMYnUM NaToNOruK, BLISBASEMOA Mpu Y 3-06cnefoBaHnmn. Y3-
MapKepbl 1 TXKeNble MOPOKU SBAAIOTCA BaXHEMLWMM nokasaHu-
eM A/1f KapuoTUNMpoBaHua nioga. BmecTe ¢ Tem, MporHocTuyec-
Kas 3Ha4YMMOCTb Kaxzoro u3 ¥Y3M pasnuMyHa v CyLLecTBEHHO 3a-
BUCWT OT CpPOKa 6epeMeHHOCTW, TUNOB aHOMannii pasBuUTUA N UX
coyeTaHwuii (cm. rnasy VIII).

HekoTopble MOPOKWU pasBUTNA OPraHoB 1 CUCTEM U/UN TPaH-
3UTOPHbIE COCTOSAHMSA, He COOTBETCTBYIOLLME CPOKY Pa3BUTUSA, Ya-
e BCTpeyarTcd Yy NNOLOB C OMNpefeneHHbLIMU XPOMOCOMHbIMU
6onesHsmu (CHaligepe P., Hukonamgec K., 1997; Mepase-
ges M.B., 2000). OfHaKo cTporow cneynmuyHoCcTN Y 3-MapKepoB
M XPOMOCOMHOI MaTonorMm y nioga soobuue u, Tem 6osee, nator-
HOMOHWYHbIX A4J1F ONpefeneHHbIX XPOMOCOMHbIX CUHLPOMOB He
BbISiBIEHO. CWMHAPOMOSIOTMYECKUIA MOAXO[ B Y3-AMarHocTuKe,
paBHO KaK B KIMHWYECKOW reHeTWKe W MaTo/0rnyeckoi aHaTo-
MWW, NO3BOMSET 3aperucTpupoBaTb aHOManMmn pasBUTUS U C TOW
WA VHOW BEepOATHOCTHIO 3amOf03pUTb HanMume XPOMOCOMHOW
natonorun. O4eBUAHO, YTO NOCTAHOBKA AMarHo3a XpOMOCOMHOIA
naTonorumn y nnofa peanbHo BO3MOXHa TONbKO NyTEM KapuoTu-
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nuposaHus. CnefyeT y4nTbIBaTb, YTO Y MHOTUX MI0A0B C XPOMO-
COMHbIM AncbanaHcom MOPOKM Pa3BUTUSA OTCYTCTBYIOT, a peHo-
TUNUYECKNE NMPU3HAKW CTOJIb HEBBIPA3UTESIbHBI, YTO BMOJIHE MO-
ryT OKa3aTbCA HE 3aperncTpupoBaHHbLIMY axe B KayecTse Y3M.
HakoHel,, pasrpaHuyeHue axorpauyeckux npusHakos Ha BIP
N Y3M XpOMOCOMHbIX 60N€3HeR, yunTbiBas TPaH3UTOPHbIA Xa-
pakTep He TOMILKO MHOTUX ¥3M, HO M HEKOTOpPbIX MOPOKOB pas-
BUTUSA, KOPPEKLNA KOTOPbLIX OCYLLLECTB/IAETCA 3a CHET KOMMNEHCA-
TOPHbIX MEXaHM3MOB B MpoLiecce fanbHelLwero BHyTPUyTPOGHO-
ro pasBuTuA, Takxke HeybefuTenbHo. Ha Haw B3rnsg, TepMuH
«Y3MXPOMOCOMHbIX 60M1e3HE» MOXKET 6bITb MCMO/b30BaH NpYMe-
HUTENbHO K /1100bIM OTK/IOHEHUAM B Pa3sBUTUW N104a, He3aB1CYMO
OT CTerneHn UX TAXKeCTU. VICK/IIoYeHNAMY 13 3TOro npasusia fB-
NATCA NN HEKOTOPbIE, B OCHOBHOM M301MPOBaHHbIE, MOPOKX
pa3BuUTUSA (Hanpumep, aHaHuedanusa uav apyrue aedekTbl 3apa-
LLeHNs HepBHOI Tpy6KM), MNPy KOTOPbIX XPOMOCOMHbIE HapyLue-
HWA Yy N1o4a ABAATCSA CAyYaliHbIMU HaXo4Kamu. ITO yTBEPXKe-
HWe OTHIOAb He NMPOTMBOPEYUT (PaKTy CYLLECTBOBAHUA NMOPOKOB
pa3BuTuKs, BKIoYas MBIIP, He TObKO XpPOMOCOMHO, HO U reH-
HOI 3TNONOTUN.

MpoBefeHne Y 3-CKPUHUHTA B KOHUe 14-i Hefenn 6epemeH-
HOCTM, KOrfa BO3MOXHa TOYHas AMarHocTMKa MOpPOKOB, BbISAB-
NEHHbIX UK 3aN0403PeHHbIX B | TpUMecTpe 6epeMeHHOoCTH, Npu-
BOASAT K CMELLEHNIO CPOKOB MHBA3MBHbIX BMELLIATE/ILCTB C LieNbIo
NnpeHaTasbHOro KapnotunmuposaHus Bo Il TpumecTp. AHanoruy-
Had TEHAEHLMA NPOC/eXNBAeTCA U B OpraHn3aLmnm CKPUHUHIA BO
Il TpumecTpe. Y3, BbiNONHEHHOE Ha 24-ii Hegene 6epeMeHHOC-
TW, aBTOMaTMYecKu nepemellaeT CPOKM WHBA3MBHbLIX BMeLla-
TenscTB B 1 TpumecTp. Mo3TOMY Y 3-CKPUHUHT, 6€3yCNOBHO, 3(-
(heKTUBHbIN Ans guarHocTuku BIP, cnegyeT npoBOAMTb HE MO3-
xe 11-12-i1 Hegenn B | TpumecTpe n Ha 20-22-ii Heaene 6epe-
MeHHOCTW BO |l TpumMecTpe.

B 3aBMCMMOCT W OT BO3PacTa, Ha/IMUMA XPOMOCOMHbIX NepecTpo-
eK, Haurs B aHaMHe3epebeHka ¢ MBIP mim ¢ XpoMOCOMHbIMY 60-
Ne3HAMMW, a Tak>Ke Mpu BbIAB/IEHNN BUOXUMUYECKMX n/nnn Y 3-map-
KepOoB XPOMOCOMHbIX 60/1e3He 6epeMeHHas nonagaeT B rpynny BbICO-
KOro prcKa XpOMOCOMHOI MaTo/orMun y M10fa WU HesaMea M TeNbHO
MOANEXKUT Hanpas/eHNIo Ha MHBa3vBHYO M4, MpuH1Mas Bo BHUMa-
HUWe, YTO NoAas/sAoLLEee 60MbLLUMHCTBO FreHOMHbIX My TaLWii BO3HUKa-
0T de novo, 1, CefoBaTeNbHO, KaXKayto 6epeMeHHOCT b MO>XKHO pac-
CMaTPMBATL KaK NOTEHUMATbHYIO CUTYaUMIO PYCKA POXKAEHUS pe-
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elika ¢ XpOMOCOMHOW 60/1e3HbI0, LienecoobpasHo NPoBOAMTH NpeHa-
Ta/lbHOe KaproTUMMPOBaHUE BO BCEX C/lydasXx MOJyyYeHUs MI0AHOMo
MaTepuana He3aBMCUMO 0T OCHOBHOM MPUYMHBI MHBA3VBHOTO BMeLLIa-
TenbcTBa (MOHOreHHbIe 60/1e3HU, Pe3yC-KOHMANKT 1 Ap.).

B 3akntoueHue cnefyeT NOAYEPKHY T, YTO HAMUKE YNbTpassy-
KOBbIX U/MNKN BUOXMMUYECKUX MAPKEPOB B rpynnax LUTOreHeTu-
4eCKOro CKPUHMHIA MOXET TONbKO YBENUYMBATL YXKE UMEIO L UiA-
CSl PUCK POXAeHMA pebeHKa ¢ XpOMOCOMHOM naTtonoruei. B 1o xe
BPEMS, OTCYTCTBUE LOMOMHUTENbHbIX Y/1bTPa3BYKOBbIX U BMOXM-
MUYECKUX MApKEPOB OTHIOAb He rapaHTUpyeT Hannyne Hopmasb-
HOro KapuoTunay nnoga u, Takum o6pasom, He CHMUMaeT Heo6Xo-
OMMOCTb LIMTOreHeTMYECKOro nccnefoBaHns NnogHoro martepuma-
na. ONTuManbHbIA anropmtm M JO/MKEH BKAKOYATL BCe TpW Ba-
praHTa CKpUHWHIa (6MOXMMUYECKINiA, YbTPa3BYKOBOM 1 LUTOre-
HETMYECKUI1), HO NPU 3T OM HUKAK He MOAMEHATb OAWH ApyruM. WX
COOTHOLLEHMSA MO cCpoKaM 6epeMeHHOCTU, 06bemy 06CnefoBa-
HWIA, PaBHO KaK M y4eT BO3pacTa XeHLLHbl, NPWM KOTOPOM cnegy-
eT peKOMeH[0BaTb KapuoTUNUpPOBaHWe MNiofa BHE 3aBUCUMOCTH
OT pe3ynbTaToB Y/bTPa3BYKOBOrO U 6MOXMMUYECKOTO CKPUHMWH-
roB, MOTYT BapbMpOBaThb U OMpPesfenaTbCa YPOBHEM OpraHu3auuu
cnyx6bl MAa.

B Hawem LeHTpe ¢ Maa 1987 r. no mapt 2005 r. 661710 NpoaHa-
NM3UPOBaHO B 06LLei cnoxHocTu 8000 npeHaTanbHbIX KapuoTu-
nos (ta6n. 10.4). N3 Hux 4356 (54%) OTHOCMANCH K Fpynmne LuTo-
reHeTuyeckoro, 981 (12%) - 6uoxummnyeckoro n 808 (11%) -
YNbTPa3BYyKOBOro CKpUHMHra. B 1801 (23%) cnyyasx KapuoTunu-
poBaHue 6bIN0 NPOBEAEHO B IPynnax HU3KOro pucka XpomMoCcoMm-
HbIX 60/1e3HEN y Nnojga —CconyTCTBOBaNO LMArHOCTUKE MOHOTEH-
HbIX 60Ne3Hel, NpeaBapsaio neyYeHne reMoNTNUYECKOn 601e3Hm
nnoga npu Rh-kKoHMANKTHOI 6epeMeHHOCTM 1mn BbI10 NpoBese-
HO MO XXeNnaHu poanTeneil, 06ecCnOKOEHHbIX COCTOAHUEM WK
nosom naoga. Yactora XpOMOCOMHbIX 60/1e3Hel B 3TUX rpynnax
coctasuna 3,9; 1,7; 17,6 n 0,6% COOTBETCTBEHHO.

10.2. OCHOBHBbIE METO/Ab! LIMTOMEHETUYECKOWN M/,

B HacTosee Bpems npobnema uuToreHeTnyeckoin MJ Ha nwo-
60M cpoke GepemMeHHOCTM NpPakTUYecky pelleHa. Pa3paboTaHbl
HafeXHble U 3(PPeKTUBHbIE MeTOAbl XPOMOCOMHOFO aHanusa
KNeToK Mao4a 1 3apofblLLeBbIX 060/10YEK.

B 3aBMCMMOCTM OT CpOKa 6epeMeHHOCTU U 3a4ay uccnegoBa-
HMA MaTepuanom Ans XpOMOCOMHOTI0 aHa/im3a MOTyT CTY>XUTb XO0-
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Tabmua 10.4
MokasaHWA K NpeHaTa/bHOMY KapMoTUMNMPOBAHUIO N YacToTa
XPOMOCOMHbIX 60/1€3HEN Y NN00B B pa3HbIX rpynnax pucka
(pe3ynbTatbl yntoreHetnyeckon Na s ry HUMATL um. 4,.0.0T1Ta PAMH,
CaHkT-MeTepbypr, man 1987 - mapT 2005)

BbisB/IeHO
XPOMOCOMHbIX
YUuncnen- 6onesHel
Tun npeHaTa/bHOro IMoKazaHue
CKPUHMHIa rpynnel AGCo- %00t

MIOTHOE  UKCra B
uncsio  rpymne

Brnoxummnueckne mapkepsl
Bruoxummnyeckunin cuHapoma [layHay nnoga, 981 17 17
puck >0,5%

Y3M XpOMOCOMHbIX

Vi 152 17,6
¥ Tpa3ByKoBON 6onesHeii y nnoga ™
LinToreHeTnyeckuii 4356 172 39

BospacTt 6epemeHHoit 35 net 3516 141 4.0
B Tom uncne W cTapue )
PebeHok (nnog) ¢
XPOMOCOMHOW 60M€3HbI0 B 505 13 2,6
aHamHese
Pe6eHok (nnog) ¢ MBIP B 182 4 22
aHamHese
AHOMasbHbI KapuoTun y 153 14 92
0[HOTO W3 CYnpyroB
MoHoreHHble 601e3HM,
Mpoune 032604eHHOCTb COCTOSIHUEM 1801 n 0,6

nnoga v ap.

PUOH 1 NNaLeHTa, KNeTKU aMHUOTNYECKOR XUAKOCTH U nnMdo-
UWTbl NYNOBUHHOM KPOBW M0Aa, MOMyYEeHHblE COOTBETCTBYIO-
WMMN MHBA3UBHbIMK cniocobamm (cM. rnasy IX). Bce aTu kneT-
K/ — MPOV3BOAHBIE Pa3NINYHBbIX AMOPUOHABHBIX M >KCTPasMopuo-
HaulbHbIX CTPYKTYP —BO3HMKAIOT M3 OfHOW 3uroThl (rnasa 1), no-
9TOMY MMEIT OAVMHAKOBbIA FeHOTUI.

MonyyeHve MHOPMaLMKM O KapnoTUMe NI0La Ha PasNNYHbIX
CTagnsax BHYTPMYTPOBHOro pasBuTns TpedyeT NPUMEHEHUS KOM-
nfeKca LMTOreHeTMYeCKNX MeTOA0B, KOTOPbIA BKAHOYaeT pasHo-
o6pasHble cnocobbl NPUrOTOBNEHUA U OKpaLLMBaHWSA NpenapaTos
XpOMOCOM. [penmyLecTsa U HefoCTaTKW LMTOreHEeTUYECKOTro
aHafnm3a npy MCNo/Mb30BaHUN pPasHbIX METOAOB MOAYYEHUS XPo-
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MOCOMHbIX MpenapaTos 13 06pa3LoB NJOAHOro MaTepumana 0606-
weHbl B Tabnuue 10.5. CnefyeT NOAYEPKHYTb, YTO 3(PEKTUB-
HOCTb LM TOrEHeTUYECKON AMAarHOCTMKM 3aBUCMT OT KadvecTBsa
1 KONM4ecTBa NI0AHOro MaTeprana, a ee TOYHOCTb OnpeaenseTcs
paspeLuatoLLeli CnocobHOCTHI0 MeTO040B XPOMOCOMHOMO aHanu3a,
BbIGOP KOTOPbIX AUKTYeTCSA NokasaHnamm K M1, 1 cpokoM 6epeMeH-
HocTw. lNepes NpoBeLeHNEM NHBA3MBHOIO BMELLIATENLCTBA HEOOXO-
VMO OLEHUTDb afleKBaTHOCTb MNOJy4aeMoro naogHoro maTepuana
KOHKPETHbIM LieNsiM AYarHoC TUKN.

10.2.1. OCO6EHHOCTU LUUTOrEHETUYECKOIO aHaInm3a KNeToK

%I'%’TT(1 !EI’IO,CI,HOFO I'IpOI/ICXO)K,CI,eHI/IFl( )

MepBble NOMbLITKX NOMy4YeHNs 06pa3L,0B XOPMOHa B | TpumecTpe
6epemMeHHOCTM C NPMMEHEHNEM 3HAOCKOMUYECKON TEXHWKM Obln
npeLnpuHATbl B 60—70-e rogbl XX Beka 1 NPOBOAUNNUCH Nepes Me-
ANUMHCKMM abopTom (cM. rnasy IX). MepBble MaccoBble Uccneno-
BaHWA XOPUOHA 419 ONpejeneHns nona naoja no nosjosoMy Xpoma-
TUHY 661K ocyLecTBneHbl B Kutae (Anshan, 1975). OfHako 3Hauu-
Te/lbHOe YWCAI0 MOC/eonepauroHHbIX OCNOXHEHUA 1 Npobiemsl,
CBAI3aHHbIe C NOyYeHNeM XPOMOCOMHbIX NPenapaTos, CAEPXUBAIU
BHeApeHVEe XOPMOHBMOMNCUMN B LeNaX NpeHaTabHOro KapuoTunu-
poBaHusa (Hahnemann N., 1974; Goldberg M.F. et ai, 1980). MNMo-
BTOPHbI/i MHTEPEC K XOPMOH6MONCMM GblN CTUMYNNPOBAH COBep-
LLIEHCTBOBAHWEM WHCTPYMEHTa/IbHbIX METOA0B W YNbTPa3ByKOBbIX
NpubopoB, a TakXKe pa3paboTKOoW HOBbIX NOAX0A0B K M/ HacneacT-
BEHHbIX 60/1e3HEN.

HesaBucmMmMo oT cnocoba nonyyeHUs BOPCUH XopuoHa obpa-
3el, AO/DKeH ObITb TLWATENbHO MpoaHasM3npoBaH Mpu NOMOLLM
Nynbl AN MHBEPTUPOBAHHOTO MUKPOCKONA C LieNbio 0T60pa BOp-
CUH U1 UX (hparMeHTOB, a TaKXXe BMU3yasbHOM OLEHKN KONMYecTBa
6uonTaTa XoproHa uam nnaueHTol. Mophonornyeckunii KOHTPONb
UMeeT 0CO6eHHO 6O0/blLLIOE 3HAYeHMe, ecnn ANs Aa/lbHeNLLero
aHanu3sa npeanonaraeTca UCNosb3o0BaHNe MOJIEKYIAPHO-TeHeTu-
YECKUX METOAO0B MW Ky/NbTUBMPOBaHMA. CTporme Kputepum oOT-
60pa BOPCUH CHWXXAKOT BEPOATHOCTb KOHTAMUHALMW, HO He CTO/b
CYLLECTBEHHbI NPV MPUTrOTOB/IEHWNMW NPENapaToB, OPUEHTUPOBAH-
HbIX Ha CMOHTAHHYI0O MUTOTUYECKYIO aKTUBHOCTb («NpsAMbIe» Me-
TOLbl —CM. HUXEe).

KneTky BOpCMHYATOro XopuoHa (nnaueHTbl), 4OCTYMNHbIE A
unToreHeTmdeckol MM, nmerT pasnnyHOe NPONCXOXKAEHNE:



Tabnuua 10.5

XapaKTepucTmKa MeToA0B NojlydyeHusi npenapaTtoB XpOMOCOM A1 CTaH4AaPTHOM0 KapuoTUNMPOBaHUs Naoaa

MeTog,

KynbTuBMpoBaHue
K/IETOK aMHUOTUYECKOI
XUAKOCTW 1 K/ETOK
XOPWOHA WAN NNALEHTbI

BapuaHTbl «nMpsiMoro»
MeTo/ja aHaIn3a K1eToK
XOPWOHA NN MNaLeHTbI

KynbTuBmnposaHue
nMMmoounTos
NyNOBMHHOW KPOBMW

*T10 HaWUM faHHbIM

MNpenmyLecTsa

BbICOKOEe KayecTBO XPOMOCOMHbIX

npenapaToB:

* [l0CTaTOYHOE KO/INYECTBO MeTadasHbIX
NNacTMHOK

* BO3MOXHOCTb AntdepeHLManbHOro
OKpalMBaHUs XPOMOCOM Pas/IMyYHbIMU
MeTofamu

¢ CKopoCTb (1-2 gHA)

¢ BO3MOXHOCTb aHanm3a obpasua
Heb0onbLIOro o6bema

* Bo3MOXHOCTb aHanmsa ¢ 9,5 o 20 Hepa.
6epeMeHHOCTH

¢ OTCYyTCTBUE KOHTaMUHaL MmN
MaTepPUHCKMMU KneTKamm

* DKOHOMWUYHOCTb

¢ OTHOCMTeNbHAsA CKOPOCThb (2-4 fHSA)

* BbICOKOE KayeCcTBO XPOMOCOMHbIX
npenapaTos:
—/10CTaTO4YHOEe KO/INYeCTBO
MeTagasHbIX NNaCTUHOK
—BO3MOXHOCTb ANt depeHLManbHOro
OKpaLLMBaHNA XPOMOCOM PasIMyHbIMU
MeToAaMm

HepoctaTku

¢ KoOHTaMuHaumnsa KynbTyp MaTepUHCKUMU
KNeTKaMu

¢ INNTeNbHOCTb KYNbTUBMPOBaHNSA
(1,5-3 Hep.)

¢ ONacHOCTb MH(MLMPOBAHUA KY/bTypbl

« [loporocTosiLine peakTuBbl, 060pyL0BaHMe

1 pacxofHble MaTepuanbi
* Bec o6pasLa XxopmoHa He MeHee 15 Mr

¢ HU3KUIF MUTOTUYECKNIA NHAEKC
* HefoCTYNHOCTb HEKOTOPbIX METOL0B
anddepeHUnanbHOM 0Kpacku XpoMocoMm

* KoHTamMuHaLua KynbTyp MaTepUHCKUMUN
KneTkamu

* Matepuan goctyneH ¢ 18-i1 Hegenu
6epemMeHHOCTH

PesynbTatvBHOCTL

99%
(-70%)*

96-99%

(99,8% - 1Tpwu-
MecTp;

99,6% - Il Tpu-
mecTp)*

>99%
(99,9%)*

0  XI9HWNOJOWOdX BMVLOOHIeUT KeHdueLleHad||

NBHEBLO
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* KNIeTKN ynutoTpothobnacta (guddepeHLMpyroTca Ha cTagun
MOpY/bl);

* K/IETKN Me3eHXUMbI (anddepeHLMpytoTca Ha cTagumn 6nac-
TOLUCTHI).

[na XpoMOCOMHOro aHanusa no KjeTkam XOpuvoHa uav nna-

LLeHTbl UCMNOMb3YIOT [1Ba OCHOBHbIX MOAX04a:

1 [nuTensHoe KynbTureMposaHue. CnocoBHOCTL K/IeTOK BOp-
CMHYATOro XOpMoHa K nponundepawuv B yCNoBUAX KynbTypbl cle-
nana ux npuenekatefibHbIMK Ansa M XPOMOCOMHbIX 601e3Hei.
OfiHaKo BONPOC O MPOUCXOXAEHUMN KNETOK, 06pasyoLnX KIOHbI,
[ONToe Bpems 0CTaBascAd OTKPbITbIM. B HacTosliee Bpems ycTa-
HOBJIEHO, YTO KNETKM, Aenslinecs in vitro B yC0oBUAX NepesuBae-
MbIX KyNbTyp XOPWOHa, MpeLCcTaBnaT coboin pubpobnactbl me-
3eHXMMHOW cTpombl BopcuHbl (Niazi M. et al., 1981). O6pa3oBa-
HWe KOMOHWI WAM PbIXJIOr0 MOHOCM0S MPOUCXOAUT O0O6bIYHO
K 10—12-My AHIO KyNbTUBUPOBaHUA. OCHOBHbLIMMW HeJoCTaTKaMu
MeToza ABNATCA ANNTENbHOCTb KYNbTUBUPOBAHUSA Y KOHTaMU-
Hauus Ky/nbTyp MaTePUHCKUMU KneTkamu. CyLecTByeT MHOXeC-
TBO MOAM(MKaL Wi KyNnbTUBMPOBaAHUA BOPCUH XOpUoHa. Moapo6-
Hee 03HAKOMUTbCA C HUMU MOXHO B COOTBETCTBYIOLLEW NnuTepa-
Type (3onoTyxuHa T.B., KyxapeHko B.W., 1990; Simoni G. et al.,
1983; Roberts E. et al., 1988; \ferma R.S., Babu A., 1989).

2. «[psAMble» nNpenapaTbl. MeTog aHanu3a «npaMbIX» npena-
paToB OCHOBAH Ha MCCNeA0BaHUN CMOHTAHHO AeNAWMXCA KNeToK
umMtoTpogobnacta 6e3 ux NpefBapuTeSIbHONO KyNbTUBUPOBAHUA
B cpoku oT 10 go 20 Hepd. 6epemeHHOCTU. BriepBble npenapatbl U3
BOPCMHYATON TKaHW XOPUOHA, cofepxaline meTtadasHble nnac-
TWHKW Y[,0BNETBOPUTENBHOIO KayecTBa 6e3 MCnonb30BaHNA Ky b-
TYpbl KNETOK, 6blaM NONyYeHbl FPYNMno MUNaHCKUX 1ccnenosa-
Tenei (Simoni G. et al., 1983). B nocnegytowme rogbl 66111 npeg-
NOXeHbl pa3nnyHble MOAN(UKALUN MeToAa, KOTOpble 3aTparvea-
0T BCe 3Tanbl 06paboTKu BOPCUH. 10 CYLLEeCTBY BCe BapuaHThbl
MeToAa MOXKHO NoApasAennTb Ha ABe rpynmbi:

e COBCTBEHHO «MPAMOW» —KpPaTKOBPEMEHHas (2—3 4) NpeunH-
Ky6auus HaTWBHbIX BOPCWMH Nepej rMnoToHMYecKoli obpa-
6oTkoin u dukcaumeir (Simoni G. et al.,, 1986; Vek-
mans M.J.J., Perry T.B., 1986; Tetzoli G.I. et al., 1987);

* «NONYNPAMOLi» —YyBeIMYeHe BPEMEHN UHKYBaL N HaTuB-
HbIX BOPCWMH B KYNbTypasibHOW cpede C nNuUTaTeNbHbIMU [0-
6aBkamun o 24, 48 uam 72 4 (Simoni G. et al., 1986; Meta-
xotani A. et al., 1987).
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TUNUYHBIMUX HefocTaTKaMU NPSAMOro MeToLa ABNATCSA Masioe
4yncno MetagasHbIX MNACTUHOK, apTedakTHAsA yTpaTa XpoOMOCOM
npu Mauepaunyu TKaHW B YKCYCHOW KWCNOTE U Manas Mpurog-
HOCTb XPOMOCOM /11 CTaHAAPTHOMN AnddepeHLManbHON 0Kpacku
Kpacutenem vmsa (Metog GTG). lNofcyeT yncna MUTO30B Ha
NPAMbIX W NOAYMPAMBIX Mperaparax nokasasa, YTo npu UHKyb6a-
LN BOPCUH B TeYeHUe 2-3 CyT. MUTOTUYECKAS aKTUBHOCTL KJie-
TOK unToTpohobnacTa Bbille, YeM MpU 2- UAN 24-4aCOBOIN UHKY-
6auunm (Simoni G. et al., 1986). MNMpegnonaraetcs, YTO B MOMEHT
6roncum KNeTKn UCMbITbIBAKOT «LIOK», NPY KOTOPOM HapyLLaloT-
CA napameTpbl KMETOYHOIO LUMKa, U KETKW He BCTYNaloT B MUTO3
(Kennerknecht I. et al., 1991).

PaspaboTaHHbIi HamMW YCKOPeHHbI npsamoit meton (bapa-
HoB B.C., 1989; bapaHoB B.C. un p., 1990a, 6) npeanonaraet npu-
MeHeHMe 60MbLIMX 403 KONXWLMHA C 04HOBPEMEHHON 06paboT-
KO B FMMOTOHMYECKOM pacTBope. PaHee OblN0 MOKa3aHO, YTO
NMPOHWKHOBEHME KOMXULMHA Yepe3 XOPUOH-aNNaHTOUAHYIo nna-
LIEHTY 3aTPYAHEHO BCNEACTBUE 3alUTHbIX PYHKLMWIA CUHLMTHO-
Tpothobnacta (AbibaH A.M., bapaHos B.C., 1978). B0O3MOXHO,
yBeflMyeHne [03bl KONXWULMHA U MPUMEHEHNE TMNOTOHUYECKON
06paboTKy cpasy nocsie noayyeHUs obpasLa cnocobCTBYHOT npe-
O[lO/IEHMIO NaLeHTapHOro 6apbepa W MpensaTcTBYOT Pa3BUTUIO
KM1eTOYHOro woka. CyLecTBeHHbIM ABMIAETCA U pa3MsAryeHune o6-
pa3ua HermocpefCTBEHHO Ha npenaparte, YTO MAHUMU3UPYET MNo-
Tepu matepuana. MpumeHeHre MATKOW (hMKcaLumn 1 nocnegyto-
waa rugparaums (OUKCMPOBAHHOTO MaTepuana 61aronpuaTHoO
CKa3blBalOTCA Ha MOPKONOrnM XPOMOCOM M NO3BONAKOT NpUMe-
HATb NM06ble MeToAbl AupdepeHLManbHOW OKPacku, BKKOYast
metos FISH. CnepyeT nogyepkHyTb, YTO 3Ta MOAUDMKaLMA NpK-
rogHa Ans MNpUroTOBAEHWS MpenapaToB XPOMOCOM W3 TKaHei
C BbICOKO eCTECTBEHHON MUTOTUYECKO aKTUBHOCTLIO, BK/KOYas
nobble aMbpuoHanbHbie TKAHW U opraHbl. VIHTepdasHble agpa,
06paboTaHHbIe TakKMM CMOCO60M, BNOSIHE NPUrogHsl ans FISH-
aHanmsa co crneunguyeckumy AHK-30HAaMKM, 4TO BXKHO Mpu
BEPUMUKALUN LUTOreHEeTUYECKOrO MNpeHaTanbHOro AmarHosa.
[JeTanbHO MeToAMKM NPUrOTOB/IEHWS MpenapaToB U BapuaHTOB
anddepeHuansHOW oKpackm onucaHbl Hamu paHee (bapa-
HoB B.C. n gp., 1995; Ky3Heuosa T.B. n ap., 1999).

Heob6xo4MMo Npu3HaTh, YTO YMCNO MUTO30B Ha NPAMBIX Npe-
naparax U3 XOpuMoHa W, 0COBEHHO, U3 NaLeHTbl CYLLEeCTBEHHO
HWXXe, Yem Ha npenapartax U3 KynbTyp K/ETOK. VI3BECTHO, 4TO
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nponudepauunsa KNeTok yutoTpoobnacTa BapbupyeT B 3aBUCK-
MOCTW OT cpoKa 6epeMeHHOCTH, YTO, OYEeBUAHO, CBA3AHO C 0CO-
6eHHOCTAMM (YHKLMIA XOpuoHa 1 nnaueHTbl. C Havana Il Tpu-
MecTpafo KOoHLa 6epeMeHHOCTU MUTOTUYECKAA aKTUBHOCTb K/TETOK
untoTpodobnacta nocteneHHo cHuxaetca (Tedde G., Tedde P,
1978), 4TO COMPOBOXAAETCA NOCTENMEHHbIM UCTOLLEHNEM LUTOT-
potobnactuyeckoro cnos (Calton M., 1962). MpeanpuHATOE Ha-
MU crneumanbHoe UccnefoBaHne MUTOTUYECKOA aKTUBHOCTYU Kne-
TOK LMTOTpOOo6IacTa Ha «NPAMbIX» MpenapaTax XopMoHa v nna-
LIeHTbl pa3HblX CPOKOB pa3suTusa (JlanuHa E.A., Ky3Heuosa T.B.,
2000) nokasano, 4TO, HECMOTPS Ha 3aMeTHble WHAMBUAYA/IbHbIE
pasnnumns, MUTOTUYECKNI UHAEKC B | TpUMeCTpe B 2 pa3a NpeBbl-
LwaeT TakoBoii BO |l TpumecTpe n Ha nopagok —s Il TpumecTpe
6epemeHHocTn (puc. 10.2). AKTUMBHaa nponudgepayus LUToTpo-
thobnacTa B KOHLe nepsoro TpumecTtpa (10—12 Hepn. 6epeMeHHOC-
TW) CONPOBOXAAETCA MHTEHCUBHBLIM CUHTe30M p-XI'Y (Kleim M.
et al., 1995). MNMpun noBbIlWeHHOM YpoBHe XI'Y B CbIBOPOTKE KPOBU
maTepu BO Il TpumecTpe Takxe HabtoAaeTcs OTHOCUTENBHO Bbl-
COKW1 ypOBEHb MUTOTUYECKNX AENEHUIA KNETOK UnToTpodhobnac-
Ta nnaueHTsbl (JTanuHa E.A., Ky3Heyosa T.B., 2000). Takum o6pa-
30M, 4MCno MeTaasHbIX NNACTVHOK Ha «MpsAMbIX» npenapaTax u3
nnaueHTbl KOPPenMpyeT He TOMbKO CO CPOKOM 6GepeMeHHOCTW,
HO 1 CYPOBHEM CbIBOPOTOYHOro XIM4.

YCKOpEHHbIA NPSMOI MeTo4 MPUroTOB/IEHUS NpenapaTos w3
XOPUOHA 1 NMaLeHTbl UCMOMb3YETCA B HalLEM LieHTpe Kak OCHOB-
HOW AN MpeHaTanbHOMW AMArHOCTUKM XPOMOCOMHBIX 60ne3Hel
B CpoKu 9,5—19 Hell. 6epemMeHHOCTU. B coveTaHuu ¢ hyopecLeH-
THbIMW MeTofaMu AndhepeHunansHOl OKpacku XpomMocoMm
(QFH) ero pesynbTaTmMBHOCTb Ha 6onee yem 7500 obpasuax npe-
Bbicuna 99,5%. MpumeHeHMe cUCTEM AF aHa/IM3a N306paxKeHuii
(«BugeoTectKapno», «Leica») ¢ nporpaMmmHbiM 06ecrneveHnem
[4NA KapuoTUNUPOBAHMNSA B UHTEPAKTUBHOM PEXMME CYLLLECTBEHHO
MOBbILIAET CKOPOCTb, HafEeXHOCTb U 3h(DEKTUBHOCTb aHaNM3a.

Bbicokas apheK TMBHOCT b, ObICTPOTA M HALEXKHOCTb NpY MU-
HUMa/bHOW cebecToMMOCTM obecrieumnny BbICTPOoe BHeAPeHMe 3T WX
MOAM(UKaLMI B Pa3NNYHbIX NPeHaTa/IbHbIX ANarHOCTUYECKUX LieH-
Tpax Poccum 1 cTpaH 6avdKHero 3apybexkba.

10212 Kenum "

KneTkn amHuMoTuyeckoi xugkoctn (KAX) mumeroT pasnmy-
HOe NMPOUCXOXAeHWe 1 NpeAcTaB/ieHbl HECKO/IbKUMU TUMaMN:
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Puc. 10.2. inHamuka nponndepaTUBHOA aKTMBHOCTU LUTOTPOo6acTa Ha Npo-
TAXeHUN 6epeMeHHOCTU. [1NS BbIYMCEHUS MUTOTUYECKOTO MHAEKCA UCMO/b30Ba-
Ha cTaHgapTHasa gopmyna m=NmN, rge Nm—uuncno muto3os, a N —obLiee
4MCNo KNeToK B WCCNeA0BaHHOW COBOKYMHOCTW. MUTOTUYECKUIA MHAEKC B | 1
Il TpmecTpax GepeMeHHOCTU OLeHWMBaNM Ha AMarHOCTUYECKUX npenapaTax W3
BOPCWH XOpWOHa nAu nnaueHTol, B Il TpumecTpe 13 6uonTaToB nocnega nocne
pofiopaspeLLeHns nyTemM onepauun Kecapesa ceveHns. XpOMOCOMHbIe npenaparbl
13 BCeX 06pasL,0B MPUrOTOBMEHbI YCKOPEHHbBIM «MNPAMbIM» METOAOM C UCMONb30-
BaHMeM KoNXuuuHa. MofcyeT KMETOK NpoBefeH Ha 2 npenaparax M3 Kaxgoro
o6pasua. Mog mutoszamm (Nm) noHMManu Yncno MmetadasHbiX NNacTUHOK. ObLee
4ncno KneTok Ha obpasew, (N) coctasuno 10 G30(no 5000 KNETOK Ha Kaxkablii npe-
napar).

* KJeTKW aMHUOTUYECKON 060M104KHM, UM COBCTBEHHO aMHU-
OUMTbI, MPOM3BOAHbIE MEPBMYHON 3KTOLEPMbl (CM. rnaBy
n;

* CMNYLLEHHbIe anuTeNvanbHble KNETKW nnoga (anugepmuca,
MULWEBapUTENILHOTO TPaKTa, MOYENONOBBIX U [bIXaTe/lbHbIX
nyTeid, CAM3NCTON POTOBOI NOMOCTH).

HekoTtopble KAXX cnocobHbl K nponugepauum n obpasosa-
HWUIO KONOHWMIA in vitro (Steele M.W., Breg W.R., 1966), npn aTom
cneun@uYeckMMmn AN Takoi KynbTypbl ABASIOTCA aMHMUOLMUTBI.
KonunyecTBeHHbI U KauecTBeHHbI cocTaB KAXK, a Takke KOH-
LLeHTpaLMs XXU3HECNOCOOHbIX KNeTOK 06HapYXUBAKOT MHAMBUAY-
abHYl0 BapuabenbHOCTb U 3aBUCAT OT Cpoka 6epeMeHHOCTW.
Hanbonee 4yacto AN KynbTMBMPOBAHWSA UCMOMb3YHT aMHUOTU-
YyecKue KNeTKU, nonyyeHHble B cpok 15—18 Hed. 6epeMeHHOCTH.
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Wcnonb3oBaHue ans aTux LUeneid aMHUOLMTOB B Oonee paHHMe
(12—14 Hep.) unm 6onee nosgHue (nocne 20 Hef.) CPOKM NPUHLU-
MManbHO BO3MOXHO, HO, KaK MPaBuW/io, OCNOXHAET U YAJIMHAET
npouecc ANarHoCTuKu.

CraHfapTHoe KynbTBupoBaHme KAX ¢ MOMeHTa nony4yeHums
ob6pasya AX [0 KapuoTUNUpoBaHUA 3aHUMaeT 14-21 [eHb
M BK/IIOYAET CNefytoLine aTanbl: NOCTAHOBKY KyNbTYpbl, CY6KY/ib-
TUBUPOBaHWE, TUNOTOHUYECKYO 06paboTKy U ukcaumio. He-
CMOTPS Ha Wmnpokoe ucnonb3osaHne KAX B MM, eguHoit meTo-
QUKW ONA KYNbTUBUPOBAHUSA U MOMYYeHUA XPOMOCOMHbIX Mpena-
patoB He cyulecTByeT. Hambosnee pacnpocTpaHeHHble BapuaHThl
nonyyeHunsa kynbtyp KAX onucaHbl B COOTBETCTBYIOLNX METOAM-
yeckux pykosogcteax (KysHeuosa T.B. u ap., 1999; HasapeH-
ko C.A., Bacunbesa E.O., 2003).

Ona npurotosneHnsa npenapatos M3 KAX u nocnegyoulero
LMTOreHeTNYeCKOro aHam3a UCnonb3ytoT ABa OCHOBHbIX MOAXO-
fa (Carrera J.M., Di Renzo G.C., 1993):

1 Flask-meTog - KynbTUBMPOBaHWE KNETOK BO (priakoHax
M ukcaumsa CycrneH3um MOHOCNOMHOW KybTypbl MOCAe TpUncu-
HM3aLMn. AHann3 NPoBOAAT B ABYX U3 Tpex KynbTyp (Mo 10 meTa-
(has gns Kaxxgoro obpasua). Ecnm Bo Bcex meTtathasax HabnoaaeT-
CSl OAVHAKOBbIA KapuoTUM, AUArHO3 CYNTAETCS YCTAHOBNEHHbIM.
B cnyyae o6Hapy>XeHWs efAWHWNYHOI MeTadasbl C abeppaHTHbIM
KapuoTunom (YMCMOBbIM UAWN CTPYKTYPHBLIM) aHann3npyeTca pe-
3epBHasa TPeTbA Ky/bTypa. Ecnv ofHa 1 Ta e XpomMocoMHas abep-
pauus onpegensietcs B 6onee 4Yem ofHoW meTadase M3 OLHOTO
(hNakoHa, HO He MOATBEPXAAETCA B OCTa/IbHbIX (hnaKkoHax, ycTa-
HaBNMBaeTCs AMArHo3 «ncesgomosanumsm». O6HapyXeHue of-
HOI W TOW )Xe XpOMOCOMHOI aHoManuu B 60nee Yyem ogHOM (hna-
KOHe CBUIETENbCTBYET O PeasibHO CYLLEeCTBYOLEM MO3auLn3Me.

2. MeTog, in situ —KynbTUBUPOBaHME U (hUKCALMA KNETOK Ha
MOKPOBHbIX CTEKNAX B yawlkax MeTpn unu B cneumnanbHbix na-
KOHax-cnangax. AHanm3 NpoBOAAT Ha MeTagasHbIX MaacTUHKaX
13 10 KONOHWUIA, NONYYEHHBIX B TPEX KY/bTYPabHbIX YallKax Un
(hnakoHax. pu BbISIBNIEHUM aHOMA/IbHOTO K/0HA aHanu3npyrT
BCE KY/NbTypbl. XpOMOCOMHAA aHOManus, HaifeHHaa Nub B 04-
HOM KyNbTypanbHOM (hfiakoHe/yallKe, CBUAETE/IbCTBYET O «ICes-
Jomo3avuy3Mes, B IBYX U 60/iee —O0 Mo3auLm3Me.

B nocnegHue rogpl paspaboTaH NPUHLUNNANBHO HOBbLI MOA-
XO[ K aHanu3y XpoMoCOM W3 KY/NbTUBUPOBaHHbIX KNeToK. MeToj
«pipett» OCHOBaH Ha M301AL1N C NOMOLLbIO UTNbl MUKPOMaHUMY-
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natopa MetagasHbiX U npomeTtaasHbiX KNETOK, MMEKLMX Xa-
pPaKTepHY MOPGOSIOrN0 1 0CnabfieHHYo CBA3b C CybCcTpaTom
(Qaussen U. et al., 1986; 1993; Py6uos H.b. u ap., 1994). Aanb-
Helllas rMNoToHU4YecKas o06paboTka M ukcayns nNpoBoAATCS
C eAMHNYHBIMN KNeTKaMu. IOTOT cnocob Mo3BOSIAET COKPaTUTb
nepuoj KynbTUBMPOBaHNA 4O HECKOMTbKUX AHER U, YTO 0COBEHHO
CYLLECTBEHHO, CHU3WUTb PUCK AMArHOCTUYECKUX OLN6OK, obyc-
NOBJIEHHbIX KaK M03auLn3MOM, TakK 1 KOHTaMuHauwueli obpasua.
MonyyeHne npomeTadasHbIX U MeTagasHbIX MAACTUHOK TaKUM
CNOCO60M BO3MOXHO U3 NOObLIX HECYCMEH3UOHHbBIX —1EPBUYHbIX
n nepesmBaemblx KynbTyp (Pyéuos H.b., 1996). K coxaneHuio,
JoporocTosiee 06opyaoBaHMe U TPYLOEMKOCTb MPensaTCTBYOT
LUIMPOKOMY BHepPEHWUIO 3TOro NPOrpeccUBHONO MeToAa B KINHK-
YeCKYH0 MpaKkTuky.

Heygaun kapuotunuposaHus no KAX Bo MHOrom o6ycnos-
NEeHbl KayecTBOM PEeaKTWBOB (MWUTaTe/ibHble Cpefbl, CbIBOPOTKM,
CTUMYNATOPLI pOCTa KMNeTOoK) W HeAoCTaTKOM OnbiTa paboTbl Mo
KYNbTUBMPOBAHUIO BANOPACTYLINX KNeTOK (30/10TyxuHa T.B., Ky-
xapeHko B.W., 1990). K HepgocTaTkaM MOXHO OTHECTM BbICOKYHO
CTOMMOCTb MUTaTeNbHbIX CPef U 060PYyA0BaHNA, YTO HEMA/IOBAX-
HO A/18 OTe4ecTBeHHbIX nabopaTopuii. CnegyeT Takke OTMETUTD,
4yTO MPW KapuoTUMMPOBAHUUN C UCMOMNb30BaHWEM KynbTyp KAXK,
0CO6EHHO B Cny4yae 6epeMeHHOCTY MI0AO0M XKEHCKOro nona, He-
BO3MOXHO YCTAHOBUTbL YMCMO OLIMBOYHBLIX AUArHO30B, 06YC/I0B-
NEeHHbIX KOHTaMWHaL el MaTepUHCKMMMN KIeTKamu.

Mpenapatbl HekynbTUBUPOBaHHbLIX KAX wncnonb3yoTcs
B HaCTOALLee BPeEMS AN 3KCNpPecc-AMarHocTUKn Hanbonee yac-
TbIX aHeynaomanii metogom FISH n MeTOAOM KOMMYeCTBEHHOI
(hyopecLeHTHOW MoNMMepasHoii LenHol peakymmn (Quantitative
Fluorescent PCR —QF-PCR —cM. rnasy XV). 3Tu noaxoppbl
TaKXXe MOryT ObiTb MCMONb30BaHbl AN MOMYYeHUS AeTanbHOM
NH(opMaLMM 0 XPOMOCOMHOM CTaTyce Maoga npu BepupunkaLmm
FEHOMHbIX MyTauuii, YCTaHOBMEHHbIX MO KMeTKam Apyroro npo-
NCXOXAeHUs (xopuoH/nnaueHTa, AMMEOLUTLI NYNOBUHHOM
KpoBw).

10.2.1.3. inmdounTbl NyNnOBMHHOM KPOBK Naoja

Mocne pa3paboTkn MeTOAMKM MYHKLMW MYyNOBMHbI (KOPAO-
LeHTe3a) (cm. rnasy IX) npobsema nonyyeHns Kposu nioga boina
MPaKkTMYeCcKN pelleHa. B gnarHOCTMUECKMX Lensx KOpLOLeHTe3
BbIMOMHAKT HauumHaa ¢ 18—19-1 Hepgenn 6GepeMeHHOCTU
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(Ludomirsky A. et al., 1987; Butler M. et al., 1988; Ky3HeuoB M. .
v ap., 1994).

Mpu Mcnonb3oBaHWMM LN KapMOTUNMPOBaHWUSA MYNOBUHHOW
KPOBM N0ja NPUMEHSAIOT CTaHAApPTHY0 METOAUKY KYNbTUBMPO-
BaHUS TMMEPOLNTOB, CTUMYNMPOBAHHbIX K JE/EHUI0 C MOMOLLbIO
MUTOreHOB (Hanpumep, puToremMarrniOTUHUHa —DIA).

NIumouunTbl NYNOBUHHOW KPOBW, UMEKOLLME WCKIYUTENBHO
MA04HOe NPOUCXOXAEHMWE, JAal0T Hambonee afeKBaTHOe MpeacTaBe-
HVEe O XPOMOCOMHOM cTaTyce nnoga. MoaTomy KopAoueHTes npeg-
noyYTMUTe/lbHEE aMHMWOLEHTE3a B C/ly4asax YTOUYHEHUS KapuoTuna
naoga npy 06HapyXeHUM XPOMOCOMHOI0 MO3auLi13ma B MaLeHTe.

OpHoi 13 npo6bnem npeHaTanbHON LMTOFEHETUYECKON anar-
HOCTMKM MO nuMdouuTaM naoja ABASETCA KOHTaMMHauusa 06-
pasua NynoBMHHO KPOBW OKOMOMNAOAHBIMW BOAAMMW U MATEPUH-
CKOW KpoBblo. KAXK, KoTOpble He crnocobHbl K mponudgepayun
B CYCMEH3UOHHOW KynbType, a Tak)Ke He3HAUYNTEeNbHbIA 06bem am-
HMOTMYECKON XUAKOCTM B 06pasLe NynoBMHHOK KPOBW He BNK-
AT Ha NPOLECC Ky/bTUBMPOBaHUA numgounTos. OA4HAKO Mo Me-
pe CHVDKEHUA KOHLEHTpaL MM KNEeTOK KPOBU 1 yBEIMYEHUS 06be-
Ma aMHMOTUYECKOM XMAKOCTM B NOly4eHHOM 06pasLe Bo3pacTa-
€T PUCK KynbTypasibHbIX Heyday. ICTOUHMKOM Cepbe3HbIX guar-
HOCTUYECKMX OLLIMBOK MOXET 6bITb NPYMECh MAaTEPUHCKON KpPo-
BM. KOHTpO/b 3a YnCTOTOI 06pasua NpoBOAMNTCA B COOTBETCTBUM
C METOAMNKAMW, OCHOBAHHbIMW Ha OT/INYKAX (heTaslbHOrO remMmorno-
61Ha 0T reMors1061MHa B3pOCbIX 3pUTPOLUTOB (3010THULKaA P.I1.,
1987; OdurG. etal., 1996).

Wcnonb3oBaHHble HAMUW BapUaHTbl KybTUBUMPOBaHUSA NUMEO-
LUMTOB NynoBuHHOW KpoBu (bapaHoB B.C. n gp., 1995; Ky3Hewo-
Ba T.B. n ap., 1999) no3sonuan nNpoBecTU YCMewHY LUToreHe-
TUYECKYIO aunarHoctuky' B 99,8% cnydyaeB. EgMHMYHbBIE Heyaauun
npu KynbTUBMPOBaHUW OblAN 0OYCAOBMEHbI FEMO/N30M 3pUTPO-
LMTOB, MOMYYEHHbIX OT MAOAOB C TSHXKeNol Gopmoli remonuTu-
4ecKoii 6onesHu.

10.2.2. Kparkas xapaKTepucTmka MeTo0B OKPaCKu

XPOMOCOMHbIX NpenapaTos

B 3aBMcuMOCTM OT 3aay UccnefoBaHns npenapaTbl XpOMOCOM
MOXXHO aHa/iM3upoBaTb OAHUM U3 CeAYyHOLLMNX Croco60B.

1 AHa/IM3 C MOMOLLIbIO (Pa30BOr0 KOHTpPacTa Mo3BOJIAET OLie-
HUTb MUTOTUYECKUIA MHAEKC N KA4eCTBO MeTagasHbIX NNaCTUHOK
Ha HeoKpalleHHOM npenapare.
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2. CnnowuHoe, WM paBHOMEPHOE OKpaLlMBaHUe XPOMOCOM (py-
TUWHHAA OKpacka) rMo3BonseT NpPou3BecTU NOACYET XPOMOCOM Ha
meTaasHON NNacTMHKe, a TaKkkKe UX MAEHTUGUKALWIO No rpyn-
nam. 3TOT MeTO4 HEeNnpurodeH AnNa Ueneil KapuoTUNUPOBaHUA.
OrpaHnyeHHble BO3MOXKHOCTU MeToAa Cy3unmn 061acTb ero npu-
MEHEHNS B COBPEMEHHOI LMTOreHeTMKe 40 aHanumsa n yyeta He-
KOTOpbIX TUMOB XPOMOCOMHbIX abeppaLuii (XpOMOCOMHbIE 1 XPO-
MaTuAHbIe pa3pbiBbl, KOMbLa, hparMeHTbl) Npyu nccnefoBaHUAX
MyTareHHOW akTUBHOCTM (haKTOpPOB Cpefbl.

3. AndhdhepeHumanbHoe OKpaLLviBaHWe XPOMOCOM JaeT Hanbonee
MoHOE MpefcTaB/eHye 0 KapmoTune. MeToabl AnddepeHunans-
HOro OKpaLlMBaHWs NO3BONAIOT UAEHTUDULUPOBATL NOBYIO XPO-
MOCOMY Habopa Mo cneyuipruyHOMy AN KaXKAOA romMonormyHoii
napbl PUCYHKY B COOTBETCTBMU C OCHOBHbLIMW TUMaMMN NHEHOW
ncyepyeHHoct Q-, G- n R-. [Ina Kax4oro M3 BMAOB OKPAaCKM
M ee feTeKuun paspaboTaHbl MHOTOYMC/IEHHbIE MOAUMUKALMK
TEXHWYECKOrO BbINOJIHEHUA 3TanoB, MO3TOMY Oblna NpuHATA
Tpex6ykBeHHas cuctema 0603HauYeHMS BUAA OKPACKM, BKAHOYA0-
was co6CTBEHHO TUM UCYEPYEHHOCTU, BapuaHT npegobpaboTku
1 Ha3BaHWe KpacuTend. OCHOBHbIE TUMbI OKPAacKK, Hanbosnee wu-
POKO MCNo/b3yeMble B LUTOFEHETUYECKON npakTmke: GTG, QFQ
n pexe - QFH, RHG, RBA, FPG. lNMocnefHve aBa Tuna okKpac-
KW OCHOBaHbl Ha aCMHXPOHHON peniMkaLMm CerMeHToOB XpOMO-
COM W UCMOMb3YytTCA, B OCHOBHOM, A/ MOMyYeHNs R-pucyHka
C BbICOKVMM YPOBHEM paspeLLeHus.

Mo cnoXuBLIMMCA TpagMUUAM 60bLUNHCTBO Bpayei-uuTore-
HeTUKOB MPEeANoYNTaOT CBETOBbIE BapMaHTbl OKpallnBaHuWs, fto-
MWHECLEHTHbIE MeToAbl B MpakKTU4eckol paboTe OrpaHU4eHbl
aHanu3om Y-xpomatuHa. Kak nokasbiBaeT Hall OnbIT, UCNOJIb30-
BaHWe HYK/eoTUA-Creyu@uuHbIX hayopoxXpoMOB B COYETaHUU
C KOHTPACTUPYIOLMMWN areHTamMmu He TO/IbKO CYLLeCTBEHHO MOBbI-
LUAEeT paspeLuakLlyo cnocobHOCTb U 3PPEKTUBHOCTL LUTOTeHe-
TWMYeCKOro aHanunsa, Ho 1 Mo3BOAeT Nosy4yaTs 60/ee CTabubHbIe
1 BOCMPOM3BOAMMbIE pe3y/bTaTbl ANQHepeHLnanbHOR OKpacku,
4yTO MMeeT NpPUHUMNUanbLHoe 3HaveHume ana Mo,

4. N3bupaTenbHble (CeneKTUBHbIE) OKPacky HarpasfieHbl Ha
BbIIBNEHWE OTAENbHbIX CErMEeHTOB XPOMOCOM. B yacTHoOCTH,
4N aHanu3a NpULEHTPOMEPHbLIX FeTepOXPOMaTUHOBLIX PaioHOB
(C-cermeHTOB) BCEX XPOMOCOM LUMPOKOE pacnpocTpaHeHWe no-
nyuunn metof CBG. C uefibio CeNeKTUBHOMO OKpaLlnBaHusa non-
MopgHbIX C-610K0B (XpoMocomsl 1, 9, 15, 16, 22 u YY) uenecoob-
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pasHo wucnonb3oBats (Qayopoxpombl DAPI wunu Hoechst
33258 ¢ npefBapuTeNibHbIM KOHTPacTUpPOBaHWEM XPOMOCOM AuC-
TaMULUUHOM A U METUNOBBLIM 3eNeHbIM. BbifiBNeHne akTUBHbIX
AAPbILIKO06Pa3yoLWMX paioHOB OCYLLECTBAAKOT C NOMOLLbIO pac-
TBOpa a30THokucnoro cepebpa (Ag-A0P, unm Ag-NOR cnoco6
OKpaLluBaHus).

5. Mvbpuamsauys in situ ABNSETCA OLHUM U3 COBPEMEHHbLIX Me-
TOLOB MOJIEKY/NIAPHO-LUTOrEHETUYECKOrO aHanunsa. CyTb MeToja
3aK/N04aeTca B UCMOJIb30BAHUM XPOMOCOM-CMeUNpUYecKnx
OHK-30H40B, nXx rmbpmamnsatmm Ha XpOMOCOMHbLIX Npenaparax
M LeTeKUUM CMrHana c NoOMOLLbI0 CBETOBOTO UM JIFOMUHECLLEHT-
Horo mukpockona. Metog FISH (Fluorescent In Situ Hybridi-
zation - (P/IyOpeCLEeHTHbI HEeU30TOMHbIA BapuaHT rubpugmsa-
UMW) No3BOJMIAET WUAEHTU(MULMPOBATL CTPYKTYPHbIE XPOMOCOM-
Hble NepecTpoliky, ycTaHaBAMBaTb NPUPOAY MapKepHbIX XPOMO-
COM, MPOBOANTb aHA/IM3 YNCNEHHbIX HAPYLUEHNIA XPOMOCOMHOIO
Habopa Ha MeTagasHbIX NIACTUHKaxX U B MHTepdasHbIX Agpax.
Komb6uHauua pasninyHo MoampuumpoBaHHbix JHK-30HA40B, Bbl-
ABNSAEMbIX C MOMOLLbIO Pa3HbIX CUCTEM AeTeKL MK, N03BONAeT 0f4-
HOBPEMEHHO ONpefenATb MECTONONOXEHNE ABYX 1 Bonee nocne-
posatenbHocTel AHK B OAHON KNeTKe nan Ha 0fHOI meTadas-
HON MNacTMHKe. 3TU MpeMMyLLecTBa NO3BOMAOT UCMO/b30BaTh
metof FISH gna aHannsa XpomMoCcOM B eAUHUYHBIX BracToMepax
npu SOMMNMAHTaLMOHHOW AMArHOCTUKE, a Takke Mpu HEBbICO-
KO MUTOTUYECKON aKTUBHOCTU U KayecTBe MeTaa3HbIX XpoMo-
COM Ha nmpenapaTe M3 NOObIX TKaHel. K HegocTaTkam, KOTOpble
He MO3BOJIAKOT paccMaTpuBaTh €ro Kak ANarHOCTUYEeCKUA MeTos
B M/, cnegyeT OTHECTU BEPOATHOCTb MOYYEHUA HEOLHO3HAYHbIX
pe3ynbTaTtoB. B yacTHOCTW, OTCYTCTBUE TMOPUAN3ALUOHHOIO CUT-
Hana B UHTepasHOM Af4pe MOXeT 6biTb 00YCNOB/EHO KaK OTCYT-
CTBUEM COOTBETCTBYHOLEro caita JHK Ha XxpomMocoMHOM npena-
pate (T.e. MOHOCOMUW), TaK U HEINPEKTUBHbLIM CBA3bIBAHUEM
C HUM MedeHoro AHK-30HAa, a 06Hapy»XeHue LONOMHUTENbHbIX
CUTHanoB — KakK MNpUCyTCTBMEM caiToB (T.e. TPUCOMMM), Tak
” (hOHOBbIM cBeyeHueM. pobrieMbl AUarHOCTUKM MO3auuu3ma
4acTMYHO MOTYT ObITb Pa3peLleHbl NPY CONOCTaBNEHUN pesy bTa-
TOB AaHHbIX FISH c pesynbtatamy TpaguMuMOHHOIO UCCNef0Ba-
HUA MeTadasHbIX XPOMOCOM, a TakXe [LaHHbIMWU MOJeKynsap-
HO-TEHETMYeCKOro aHanumsa.

[JeTanbHoe onucaHMe OCHOBHBLIX METOAOB AutdepeHuUanb-
HOI OKpacky XpoOMOCOM M MeToga rmépugmsauun insitu npusege-
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HO B COOTBeTCTBYIOLe nnTepatype (3axapos A.®. n gp., 1982;
bapaHos B.C. n gp., 1995; KysHeuosa T.B. u gp., 1999; Py6-
uos H.B. 1 gp., 2005; Verma R.S., Babu A., 1989).

10.2.3. OCHOBHbIE MPUHLUMNbI LIUTOFEHETUYECKOIO

aHanusa B /[,

Mpy npeHaTanbHOM KapuoTUNMPOBaHWW CnefyeT pyKOBOACT-
BOBaTbCA PEKOMEHAALMAMU, MNPUHSATbBIMW B OTEYECTBEHHON
N MEXYHapPOAHON KMHNYECKOI LMTOrEHETMKE, a TakKe HopMa-
TUBHbLIMW [OKYMeHTamn MMuHUCTEpPCTBA 3A4paBooxpaHeHus PP
(Kynewos H.M., 1991; NMpukas M3 P® Ne316 ot 30.12.1993 r,;
Knutsen T. et al., 1990; EUCROMIC, 1998). 3akntoueHue o kapu-
0TuMe LO/HKHO COOTBETCTBOBATL NpaBuaam MexayHapogHOl Ho-
MeHKnaTypbl XxpoMocom (ISCN, 1995). B cBsi3u ¢ yBenUYeHWEM
yncna LeHTpoB, B KOTOPLIX nposoauTca M, npegcrasnserca Le-
necoobpasHbiM pacCMOTPETb OCHOBHble TPEOOBAHUSA K OpraHu3sa-
UMM paboTbl LUTOTEHETMYECKMX NOAPa3LeeHNl TaKnX LEHTPOB
M K KayecTBy MNpeHaTa/lbHOro KapuoTunupoBaHusi. OCHOBHble
pasfenbl NporpaMMbl KOHTPOA KaYecTBa LLUTOreHeTUYeCKNX nc-
CNefoBaHUA B YUPEXAEHUAX MeLWKO-TeHEeTUUYEeCKOWR CyXobl
BK/IHOYAIOT COCTaB U KBaM(uKauuio nepcoHana, obopynosaHue
W peakTUBbI, a TaKXe psif napaMeTpoB, KacatoLMxcs HeMocpeacT-
BEHHOIO BbIMO/IHEHUA XPOMOCOMHOI0 aHanusa (nogpobHee cMm.:
Ha3sapeHko C.A., Bacunbesa E.O., 2003).

CeBrikEaVINAYANIGOHERA

CornacHo Hopmatueam (Mpukaz M3 P® Ne3l6 ot
30.12.1993 r.), uMTOreHeTU4yeckas npeHaTasbHas [AMarHoCTUKa
OCYLLLeCTBNAETCA KO/IEKTUBOM, COCTOSLLUM W3 CMeLMaiIncTos
C BbICLLUUM W CpeHUM cneumanbHbiM 0bpa3oBaHuem. Mpu 3ToM
LITaTHasA CTPYKTYpa LMTOrEHETUYECKOTO NOAPa3AeNeHunsa f0/MKHA
NMEeTb He MeHee 2 CTaBOK Bpayeii-LiuTOreHeTUKOB 1 COOTBETCTBY-
folee MM 4YMUCNO CTaBOK (hefbliepoB-nabopaHToB. pu 3TOM
KaXXbl/i Bpay-LMTOTEHETUK AO/MKEH BbINOAHWUTL 160 npeHaTasb-
HbIX KapMOTUMNOB B rof,.

HeobXx0aMMbIM YCNOBMEM TOYHOCTI NPOBOAUMBIX UCCNEAOBa-
HWIA SIBNSIeTCA COOTBETCTBYHOLLEE MM nabopaTopHoe 06opypaoBa-
HWe, KOHTPO/b N CepTU(MKaLMA KOTOPOro OCYLLECTBAAKTCA MO
OMpefeneHHon cxeme.
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Rekivsl

[na KOHTpONA KayecTBa peakTVMBOB pa3paboTaHbl YHUDULK-
poBaHHble npoueaypbl. VIHAMBUAYanbHbIE MPOTOKO/IbI MPOLEAYP
TECTMPOBAaHUA LO/HKHbI COMPOBOXAATLCA CNeLn@uIYecKMMn nH-
CTPYKLMAMM NO BCEM 3Tanam uccnegosaHums. Cnegyet ocobo noa-
YepKHYTb, YTO HEO6XOAMMO 3a6/1aroBpeMeHHO NPoBEPATL Kayec-
TBO PeakTMBOB, UCMO/b3YeMbIX AN NPUTOTOBNEHNA paboymnx pac-
TBOPOB. B0 n36exaHne NOBTOPHbIX TEXHUYECKUX OLLINBOK peKo-
MeHIYeTCs YUNTbIBaTb U aHaNM3MPOBATL UX XapakTep W 4acToTy
B peXXume nabopaTopHOit 6a3bl OLLNOOK.

FDGEIB'I/II@HITIBIJ/IIUG-EM-EW

VOO EIBEHM

Uwncno aHanusnpyembix MeTadas. s npenapatoB U3 KynbTyp
KNeToK [0CTaTOYHbIM cumMTaeTcs Hanuume 20—50 meTadasHbIxX
NMacTUHOK Ha NpeAMeTHOoe cTekno. KayecTBo «npsambIX» npena-
paToB M3 UMTOTpOhobNacTa XOpMOHa UM NNALEHTHI, KaK OTMe-
Yyanocb Bbllle, MOXHO CUMTaTb YAOBNETBOPUTENbHLIM, €C/M Ha
CTekne npucyTcTByeT 60nee 10 meTadas, NPUro4HbIX 414 NoAcye-
Ta W aHanm3a CTPYKTYpbl XpoMOcoM. IMpu 3TOM He3aBMCUMO OT
cnocoba NpUroToB/IeHUA NpenapaTtoB pa3bpoc XPOMOCOM Mpw-
3HaeTCA XOPOLUM, eC/IN HANIOXKEHWUSA XPOMOCOM OTCYTCTBYIOT UK
npefcTaBneHbl HebonbWwmmM yncnom (1—2) B 6onee 80% nnactu-
HOK W M/IOXUM, €CIM MHOTOYMC/IEHHbIE HaNOXEHNS XPOMOCOM
BCTpeyatoTcs 6osee yem B 20% MeTadas.

KauvecTBO OKpacku. CucTema OLEHKM YPOBHS paspeLleHus
M KayecTBa y4MTbIBaeT KakK YMCM0 CErMEeHTOB Ha raniougHbIi
Habop XPOMOCOM, TaK 1 BO3MOXHOCTb MAEHTU(DNKALUMN OTLENb-
HbIX G +-cerMeHTOB. [l OPUEHTMPOBOYHOW OLEHKN YPOBHS
paspeLleHna peKoMeHayeTca NpoM3BecTn nogcyeT uncna G-cer-
MEHTOB B XpOMOCOMaXx 1v 2 ¢ yMHOXEHMNEM NOSYYEHHOW CyMMbl
Ha 6. KayeCcTBO OKpacKu MpPU3HAeTCqd XOPOLUUM, EC/IN ee YeT-
KOCTb Mpu YypoBHe paspelleHna -550 cermMeHTOB MNO03BOAAET
naeHtTuduumnposatb 4 C+cermeHta Ha 18q m 3 —Ha lip, 7933
n 7935, 0COGEHHO, ecnu yaaeTcs BU3yan3upoBaTb CerMeHT
22ql3.2. Takoin ypoBeHb (400-550 cermeHTOB Ha raniouAHbIl
Habop) AocTaToyveH ANA CTAHLAPTHOrO KapuoTUMUPOBAHMUA.
[nsa aHanu3a MMKpPOMNepecTpoeK XpOMOCOM TpebyeTca 6osee Bbl-
coKoe paspelleHne (>800 cermMeHTOB), KOTOpOe [OCTUraeTcs

npn ncnonb3oBaHNN penINKayMOHHbIX BapUaHTOB ,D,I/Iq)(bepEH-
UnanbHOro okpawmnBaHus.
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Bpems aHanmsa. Cpoku nposefeHus aHanusa umetoT B M/
NPUHLMNNANBHOE 3HaYeHNe. MPOMEXYTOK BPEMEHM OT MOMEHTa
nosy4yeHns MAOAHOr0 MaTepuana LO MOCTaHOBKM LUTOreHeTu-
YeCKOro AuMarHosa 3aBucAT 0T MeTOAUYECKUX 0COBEHHOCTel Bbl-
MOMHAEMOr0 MCCnea0BaHUs, NPONYCKHOW cnocobHoCTu nabopa-
TOpPUU, JNArHOCTUYECKON CMOXHOCTM KOHKPETHOro cnydas, He-
06X0AMMOCTU YTOUHSAOLLMUX N1aboPaTOPHbIX MEPONPUATUIA U T.4.
OnTuUmanbHbIM 418 KapuOTUMMPOBAHMA MO KNETKaM BOPCUH XO-
pyOHa ABNSETCA CPOK 3—7 AHEeN, K/IeTOK aMHUOTUYECKON Xng-
koct - 10-16 AHeil, AMMGOUMTOB MNYMOBMHHOW KPOBW -
4-7 pHeid. BonblIyH YacTb BPEMEHW COCTaBASAET 3Tan KynbTUBU-
poBaHuA, TOrga Kak Co6CTBEHHO aHann3 XpOMOCOMHbIX npenapa-
TOB B CTaHJapTHOM peXxume 3aHuMaeT 1—1,5 pabouux gHs. OfHa-
KO peanbHble CPOKU LMTOreHEeTUYECKOl ANarHOCTUKM MOryT Ba-
pbMpOBaTh B LUIMPOKOM AMana3oHe. Tak, BbICOKOTEXHOMOMMYHBbI
N NpoayKTUBHbLIA MeTog FISH mo3sonseT npoBoAnTbL aHann3 no
MHTepdasHbIM A4pamM Ha rnpenaparax HeKY/bTUBMPOBAHHBIX Kie-
TOK 3a 1—2 AHA. OTOT METOZ LUMPOKO UCMOMb3YyeTcs 3a Py6exoMm
[N9 3KCNpecc-4MarHoCTUKN Hambosiee pacnpoCcTpaHeHHbIX aHe-
ynnouauii. Pa3paboTaHHbIA HamMK YCKOPEHHbI NPAMOW MeTog
NpPUroToBNeHNA MpenapaTtoB W3 UMTOTpodobnacTa Mo3sosnseT
NMPOBECTU TPaMLUOHHbIA aHann3 OKPaLLUEHHbIX (AypPOXPOMOM
Hoechst 33258 xpomocom 1 npu He06X0AUMOCTM BblfaTb 3aK/1t0-
YeHMe 0 KapuoTune B A€Hb MOMy4YeHWUs maTepuana. YBenumueHue
BPEMEHMW aHanm3a 06ycnoBieHo NM60 TeEXHUUYEeCKUMU, NnbO guar-
HocTUYecKUMK npobnemamun. K TeXHUYeCKMM npobnemam mox-
HO OTHECTM HU3KUIA MUTOTUYECKWIA MHAEKC W HEYLOBIETBOPU-
Te/lbHOE KayecTBO MeTaasHblX MAACTUHOK, 4TO TpebyeT npo-
CMOTpa BCex NoslyyeHHbIX NpenapaTos. AnarHoctmyeckum npoob-
nemam 1 cnocobam Ux peleHmns NOCBALLEH cnelnanbHbli pasgen
370 rnasbl. OTMETUM TONBKO, YTO CNOXHbIE ClyYan TPebytoT He
TONbKO MPUMEHEHUS AONOAHUTENbHbLIX METOAMK ANA YTOUHEHUS
MepBUYHOIO LMTOreHeTUYECKOro 3aK/t0YeHUs, HO U KapnoTunu-
pOBaHUS POAuTENel, YTO 3afep>KMBaeT NOCTaHOBKY LMTOreHeTu-
YeCKOro AuarHo3a Kak MMHUMYM Ha Hefienlo. Bo3MOXHbIe Heyaa-
YM NpU UUTOreHEeTMYECKOM WCCNefoBaHUM 00YCNOBNeHbI, Kak
npasuao, OTCYTCTBUEM MeTagasHbIX NIacTUHOK, MPUTOLHbLIX ANA
aHanusa. CpefHue ctaHAapTbl TEXHUYECKUX (HenonyyeHue pe-
3ynbTaTa Nnpu Hanumm XXM3HeCnoCO6HbIX KNETOK) U KyNbTypasb-
HbIX (OTCYTCTBME afieKBATHOr0O pocTa KNeTOK) Heyzay npy Kapuo-
TUNUPOBaHMW NO KNETKAM aMHUOTUYECKON XNAKOCTU U XOPUOHA
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cocTaBnaoT 1,5 1 2% COOTBETCTBEHHO, a N0 IMM{ouMTam nepu-
thepuyeckoin kpou - 5% (HasapeHko C.A., BacunbeBa E.O.,
2003). HakonneHHbIi Hamu onbIT (601ee 8000 NnpeHaTanbHbIX Aun-
arHoCTUK) MOKa3blBaeT, YTO pe3yIbTaTUBHOCTL aHann3a no Knert-
KaM LuToTpohobnacTa Ha «MnpsMbIX» Mpenapatax M3 XOpuoHa
M NiaueHTbl, a Takxe no ®IA-CTUMYNUPOBaHHbLIM IUM{OLUTaM
MyMOBMHHON KPOBM 0Ka3biBaeTcs Boile (B cpegHeM 99,8%) (Kys-
Heuosa T.B., 2000). MpuUUYMHbI HEBO3MOXXHOCTU NPOBefeHUS Liu-
TOoreHeTmyeckoro aHanusa B 0,2—0,4% cny4vaeB 6bIM paccMoTpe-
Hbl HamMuW B COOTBeTCTBYHOLWMX pasgenax (10.2.1). Bmecte ¢ Tem,
OTCYTCTBME WM HefOCTaTOYHOE 4YMCN0 MeTadas Ha «NPAMbIX»
npenaparax 4aneko He BCerga CBA3aHO C HEXBATKOW maTtepumana,
MOYYeHHOr 0 MPU XOPUOH- UK nnaueHTobuoncun. OgHaKo Bec
obpasua JonxeH coctasnatb >10 Mr A YCKOpPeHHOro Metofa
n >15 Mr 4n1a KpaTKOBPEMEHHBIX KY/NbTyp, & B C/lyYyae COBMeLle-
HUA NPAMbIX METOLOB C KyNbTMBMPOBAHWEM K/eTOK B MOHO-
cnoe —>30 wr.

MpaBuna KapMoTUNMpoBaHUA. 3ak/yeHre 0 KapuoTune Aon-
XHO 6a3mpoBaTbCAa Ha WAEHTUOUKALUW U aHaIn3e CTPYKTYpbl
BCEX XpOMOCOM Ha 2-3 meTaga3HbIX nnacTuHKax. [na 3aknoye-
HUS 0 KapuoTMUMe MUHMMaNbHOE YMCI0 NAACTUHOK LO/KHO CO-
cTaBnsTh 11-15. Takoi 06beM uccneaoBaHUS NO3BOMAET UCKIIHO-
YNTb XPOMOCOMHbIA MO3auMuu3M C BEpPOATHOCTbIO 6Gonee 95%.
MosaunyHas (opmMa reHOMHbIX MyTauuii ycTaHaBlMBaeTCA Mnpu
Ha/IMYNN He MeHee 2 KNeTOK C OAHOTUMHBLIM U3MEHEHMEM Kapuo-
TUNa, 4To TpebyeT yBeANUYeHNA pasmepa aHanU3MpPyemMoin Bbibop-
Kn (nogpobHee o cTaTUCTUYECKMX Npobnemax AMArHOCTUKU MO-
3amymsma cMm.: dorenb ®., MoTynbckum A., 1989).

OC06eHHOCTM MONYYEHUA UHGOPMALUKM O KapuoTune naoja
NPy UCNoJb30BaHUWN Pa3NNYHbIX METOAMK, 06YC/IOBMEHHbIX Cre-
UM MKOW nccnefyemoro marepuana, onucansl B pasgene 10.2.1.

CnepyeT OTMEeTUTb, UYTO CUCTEMbl aHanusa u3obpaxeHui
C NporpamMmHbIM obecneyeHeM 419 KapuoTUNMPOBAHUSA Liefeco-
06pa3HO MCMOb30BaTb B UHTEPAKTUBHOM pexume. Hu ofHa 13
CYLLIeCTBYIOLLMX B HACTOSLLEe BpeMa NporpaMm As1a aBTomaTuyec-
KOro KapuoTUNUpOBaHUA He ABMSETCA COBepLUEHHON, n niobas
npeasioXxeHHas B aBTOMaTUYECKOM PEXMME Kapuorpamma Hy>ja-
eTcA B MPOBepKe. PasHuLa Mexay nporpaMMaMu COCTOUT TO/bKO
BumMcne oW NBOK B Kapmorpamme, Nosy4eHHON Npy aBToMaTUYec-
KOl packnafke vaeasbHbIX MeTaasHbIX MAACTUHOK C XOPOLUMM
pasbpocom n oTAnyHoi G-okpackoii xpomocom. Kak mpasuno,
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TpebyeTcs Koppekuus 2—5 ownb0oK 1 60onee, BbI3BaHHbLIX HeMpa-
BU/IbHbIM pacno3HaBaHWEM MMWKA TOMOSIOTUYHbIX U HEFOMOJI0-
FMYHbIX XPOMOCOM ¥ HeafleKBaTHbIM pa3MeLLeHneM UX B aueiikax
packnagku. CnefyeT HamOMHUTb, YTO MOJ KapMOTUMOM YeNoBeKa
MOHMMAIOT COBOKYMHOCTb MOPXPO/IOrMYECKMX 0COGEHHOCTEN MOSTHO-
ro XpOMOCOMHOr0 Habopa eauHMYHO coMaTuyeckoi kneTku (Mpo-
Ko(pbeBa-benbrosckas A.A., 1969; ISCN, 1995). Moatomy B kapuo-
rpaMme, KoTopas SBlseTCs CUCTEMATW3NPOBaHHOM Xapak Tepuc-
TUKOW KapnoTuna, AO/MKHbI ObiThb NPeAcTaB/eHbl TOMOMOrNYHbIE
XPOMOCOMbI, MAEHTUULMPOBaHHbIE HA OAHOW MeTadasHoi niac-
TuHKe. HeponycTMMo MCMOMb30BaTb MPU COCTaBMEHMM Kapuo-
rpaMMbl XpPOMOCOMbI, MpUHagAexawme pasHbiM Habopam, T.e.
N3 pasHbIX KMETOK.

dopmynMpoBKa LM TOrEHeETUYECKOTO AuarHosa. LluToreHetm-
YeCKWiA fMarHo3 Jo/mKeH ObiTb CHOPMYIMPOBAH B TOYHOM COOT-
BETCTBMM C peKOMeHAauusmm MexayHapoaHO CUCTeMbl LUTO-
reHeTU4eckoii HomeHknaTypbl xpomocom (ISCN, 1995). C oc-
HOBHbIMW MpaBMIaMn MeXAYHapOLHOW LMTOreHeTUYECKOl HO-
MeHKaTypbl, MePeBeAeHHbIMY Ha PYCCKNIA A3bIK, MOXXHO 03HAKO-
MUTbCA B M3JaHUSIX OTe4yeCTBEHHbIX aBTopoB (BopcaHoBa C.I.
n gp., 1999; HasapeHnko C.A., fkosnesa tO.C., 2001). B nto6bix
C/lyyasix HeCTaHAAPTHOT0 KapyMoTuna LMToreHeTYecKyo popmy-
Ny uenecoobpasHo COMPOBOXAaTb Pa3BepHYTbLIM 3aKNHOYEHUEM,
B KOTOPOM WHTEPMPETUPYETCA LMUTOreHEeTUYECKUiA AMarHos,
a TaKXke MOSICHAKTCS yKas3aHHble B (hOpMy/e 0CO6EHHOCTU Xpo-
MOCOMHOT0 Habopa.

B 3aknouyeHune cnefyeT OTMETUTb, YTO NpY CTaHAapTHOM Ka-
PUOTUMNUPOBAHNUI UCKNOYAETCA HOCUTE/bCTBO BCEX TEHOMHBIX MY-
Taunin (aTynnonguii n NoAMNAoOUanIA) NpobepTCOHOBCKUX TPaHC/10-
Kaumii, @ Tak>Ke MHOMXPELUMPOKHbIX TPaHCIOKaLWA 1 HEKO T OPbIX
MHBEPCUIA, OCOBEHHO eCni OHU M3MEHSHOT MOPCOMOTMI0 XPOMOCOM,
BOBJIEYEHHbIX B NEPECTPOIiKY. BO3MO>XKHOCTb TOUHOM MaeH TUMKa-
LM XPOMOCOMHBIX abeppaumii 3aBMcMT OT paspeLuatoLLieil crnocob-
HOCTMW MCMO/b30BaHHOrO MeToda AvuddepeHLManbHOM OKpacku
1 B LEIOM psife Cyyaes NpeacTaBnseT 3HaUMTeNbHble TPYAHOCTW.
MpuHMMas TaKKe BO BHUMaHWe cTaTUCTUYeCcKne npobnemsl aun-
arHOCTMKM XPOMOCOMHOI0 MO3auuun3mMa gaxe B npegenax ogHou
TKaHW, BaXXHO NOAYEPKHYTb, YTO CTaHAap THOE NpeHaTabHOe Ka-
pUOTUNUPOBAHUE MO3BONAET WCKMOYUTL XPOMOCOMHbIE 60/1e3HM
C BEPOSATHOCTbLIO >99%, YTO, K COXKa/IEHWIO, HEOCTAaTO4YHO ANst
abCcoNHTHON rapaH TUM PO>KAEHUA 340POBOro pebeHkKa.
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10.3. ANATHOCTUNYECKWE NMPOBMEMBI

KAPNOTUMNMPOBAHMA NMNIOOA

TpyaHocTn npy M Moryr npefcTaBnsTh Kak reHOMHbIe, Tak
N XPOMOCOMHbIE MyTaLuW, HEKOPPEKTHAA UHTeprpeTaLmsa KoTo-
PbIX MOXET NPUBECTM K ANArHOCTUYECKMM OLIMOKaM. Cno>KHbIMM
ON1S1 UM TOreHE TUYECKOr0 aHa/v3a 1 TPEBYHOLLMMMN Yy TOUHEHNA SBNSA-
I0TCA MHOrMe Hacnefyemble abeppauyu XpoMOCOM, BCe Ciy4vau
CTPYKTYPHbIX NMEPeCcTPOEK, BO3HMKLLIME de Novo, HemaeH TUhnLmpo-
BaHHbIe CBEPXUMC/IEHHbIE MapKepHbIe XPOMOCOMbI, MO3auLU3M XPOo-
MOCOM W ofiHopoauTenbcKas aucomust (OP/).

YuuTbiBas pasiMYHY0 AMAarHOCTUYECKY W MPOrHOCTUYEC-
Ky 3HAUYMMOCTb BbISBIEHHbIX U3MEHEHWNA KapnoTuna, a Takxke
paspeLlarollyo CnocobHOCTL YTOUHAOWNUX ANArHOCTUYECKMX
MeponpusaThiA, paccCMOTpUM 60siee NOAPOGHO KaXayk W3 3TuX
npobnem, a Takxxe ONTUMa/IbHble BapuaHThbl UX PELLEHUS.

10.3.1. Mo3anum3m XpoMOCOM

TepMVH «MO3aULM3M XPOMOCOM» 0BbIYHO YroTpebnsieTcs ans
0603HaY€EHNS COYETaHNsA B O4HOM 00pasLie KNeTOYHbIX IMHWIA € pas-
JINYHBIM XPOMOCOMHbIM Hab0pOM, BbISB/IEHHbIX MPU LM TOreHeTU-
ueckoMm aHanmse. CnefyeT NOAYEPKHYTb, YTO FEHETUYECKUMU MO-
3aMKamMu ABNSAKTCA TO/bKO T€ 0C06Y, KOTOpbIe BOHUK/N M3 OfHOI
3UroTbl, W, COOTBETCTBEHHO, HAMUME ABYX W 6osee NONyNALWi
K/1eTOK C pa3/IyHbIM reHOTUMOM B OfHOM OpraHm3me 06YC/i0B/IeHO
COMaTWYECKUMM MY T aUuaMu, NPOM30LLEALLIMMW B MPOLIECCE Pa3Bu-
TS,

Mo cBoeMy reHesy XpOMOCOMHbIV MO3anLM3M nogpasgenser-
CSl HA MUTOTUYECKUIT 1 MEAOTMYECKNIA. MUTOTUYECKUNIA MO3anLN3M
BO3HMKAET BC/EACTBME HEPACXOXEHWUA XPOMOCOM npu apobie-
HUW HOPManbHOM AMNAOMAHON 3UroThl K CONPOBOXAaeTcs 06pa-
30BaHNEM K/TIOHA TPUCOMHbBIX KNEeTOK C YABOEHHOW MaTepuHCKOW
WAN OTLLOBCKOW XPOMOCOMOI M KNOHA KNEeTOK C MOHOCOMMEA.
[Mpn 3TOM BCE MOHOCOMHbIE KMEeTKW, 3a UCKNtoYeHnem 45,X, He-
YKM3HECMOCO6HbI U ObICTPO ANMMUHMPYIOTCA. MelioTrueckuii Mo-
3auLy3M BO3HMKAET BCNEACTBME YTPaThbl INLWIHEA XPOMOCOMbI U3
TPUCOMHOW 3UTrOTbl, BO3HUKLLIEA BCNEeACTBME OLLIMOBOYHON cerpe-
rauum XpoMmocom B Meiose. Mpu 3TOM (opMupyeTcs gunnoua-
HbIA KMOH KMNETOK M COXPAaHAETCA KNOH KNeTOK C TPUCOMMENA.
Mpu 4po6neHUM NOAMNAOUAHON 3UroTbl CXOAHBIM 06pa3oM BO3-
HMKalT MO3anyHble BapMaHTbl TPUNAOMANK. Pa3mepbl aHOMasb-
HOrO K/OHa KNeTOK U ero NoKanm3aums B TKaHAX 3aBUCAT OT cTa-
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Aun ambpuoreHesa, Ha KOTOPO NpousoLwia MyTauums, a Takke
XXM3HECMOCOBHOCTM ¥ NponudepaTUBHbLIX MNOTEHLMWI KNeToK
C aHoManbHbIM KapuoTunom (mofgpobHee cm. 0630p: KysHewo-
Ba T.B. u gp., 2002).

KapnoTunuueckun pasnuyarolimecs KneTkm MoryT 6biTb npes-
CTaB/IeHbl BO BCEX TKAHAX W opraHax (Tak HasblBaemblii UCTUH-
HbIA, WX reHepan30BaHHbIA MO3anLUM3M), MU B Kakoi-1mbo oa-
HOM TKaHW WM opraHe (OrpaHMYeHHbIA Mo3anLm3m). OYeBUAHO,
4TO A4NA MOSIHOTrO MpeACcTaBNeHNs 0 XPOMOCOMHOM CTaTyce opra-
HM3Ma Heo6X0AMMO MCCef0BaHNE KNeTOK TKaHel pasHoro 3apo-
ObILLIEBOr0 MPOUCXOXAEHNUS.

Ocoboe BHMMaHWe, KOTOpoe yphensetcd Mosauuyuamy B I/,
CBfA3aHO C TeM, YTO B OTAMYME OT MOMHbIX (JOPM XPOMOCOMHOIO
gucbanaHca MHOrMe Mo3aumyHble TPUCOMUM OKa3blBAKOTCA CO-
BMECTUMbIMU C Pa3BUTUEM W XKXMBOPOXAeHMeM. [pn aTom TS-
XeCTb KAMHUYECKNX MPOSBAEHWUIA, B TOM YMCAe U B NpeHaTanb-
HOM nepuroge, He 06HapyXX1BaeT NPAMOIA Koppenayuu ¢ npeacTa-
BUTEMIbHOCTbIO aHOMA/IbHOI KNEeTOYHOM IMHWUM B TKaHAX, JOCTYI-
HbIX 418 UCCNeA0BaHNS.

Hanuume Ha XpPOMOCOMHbIX Mpenaparax KapuoTUMUYecKM
pasnnyaloLLMXca KNeToK He BCerfa oTpaxkaeT peasibHblil Mo3any-
HbI KAPMOTMN MHAMBUAA, T.€. OKa3biBaeTca apTedakrHbiM. Hau-
6onee HarnAagHbIM NPUMePOM apTedakrHOro Mosauumsama ABns-
eTCA MOHOCOMWSA, BO3HMKAKOLLas BCNeACTBUE YTpaTbl XPOMOCOM
B NpoLecce NpuroTosieHns npenapatos. K paspagy apTethakTos
MOXHO OTHECTU W MCEBAOMO3anLIM3M, 00YCMOBMEHHbIN criopagn-
YECKMM HepacxXoX[eHVeM XpPOMOCOM B OAHON KNeTKe W ee Crno-
COBHOCTbIO K KNI0HO06Pa3oBaHMI0 B YCN0BKAX iNn Vitro. PeanbHblii
MO03auLu3mM HeobX04MMO OTAMYATb OT xumepusma. HanomHum,
4TO XMMepa —3T 0 0C06b, Pa3BMBatOLLLAACS U3PA3HbIX 3UFOT NOC/e UX
cnmaHns. O6Hapy>KeHVe MeXKIETOUHbIX Pa3nnymnii N0 XpOMOCOM-
HbIM Habopam MOXeT 6blTb TakXKe CAeACTBMEM KOHTaMUHaL MK
nccneLyemoro naogHoro obpasua KnetkaMmm MaTepyHCKOro npo-
NCXOXAEHUS.

MpuHUMNMaNbHOe 3HAYeHWe ANS UHTepnpeTauuy pesynbTa-
T0B /] MetoT 0CO6EHHOCTU NPOUCXOXAEHNA MaTepuana 4ns nc-
CNefoBaHns, a TakKkKe MeTofbl MPUrOTOBEHNA XPOMOCOMHbIX
npenapaToB. HanomMHWM, 4TO LMTOTPO(O6AACT XOpUOHa, Byay4n
NPOM3BOAHBLIM TPO(IKTOAEPMbI, a TAKXXE Me3ojepManbHas CTpo-
Ma BOPCWMH XOpMOHa 060C06MATCA OT BHYTPEHHEW KNETOYHO
Macchbl Ha CTaguu 61acToumMCTbl, T.e. UMEKOT 3KCTPasMbpUoHanb-
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Hoe npouncxoxgeHue (cm. rnasy I1). AMHUOH, hopMupyLoLWKiics
13 MEPBUYHON 3KTOAEPMbI, a TAKXXe BCE 3MUTeNManbHble KNeTKK
aMHUOTUYECKON XUAKOCTU WM NMMGOLUTLI MYNOBUHHOW KpPOBU
ABNAIOTCA MPOM3BOAHBIMU 3MBPUOHANbHBIX CTPYKTYpP. AHanu3
XPOMOCOM B aMHMOLMTaX U AMMQoLmMTax naoja BO3MOXKeH TO/b-
KO nocne KyNbTUBUPOBaHUS KNEeTOK, TOr4a Kak MUTOTUYECKM fe-
NAWMECA KNEeTKM XOpUOoHa (NNaueHTbl) MOryT 6biTb MOMYyYeHbI
Kak Ha «npsMbIX» MpenapaTax, Tak U Nocne Ky/abTUBMPOBaHWS.
Mpun 3TOM «NpPAMOIi» MeTO OCHOBaH Ha aHann3e CMOHTaHHO fe-
NAWmMXca KNeTok JlaHrxaHca (LutotpodobnacTa), a UCTOYHUKOM
LensaLwmnxcs KNeTok B KyNbType XOPMOHA ABNAIOTCA ME3EHXMMasb-
Hble KNeTKN CTPOMbI BOPCMH. XPOMOCOMHbI/ MO3auLM3M Ha npe-
napaTtax, NPWroTOBMEHHbIX MO6bIM M3 MEPEYNCNEHHbIX CMNOCO-
608, C paBHOI BEPOATHOCTHLIO MOXET OTHOCUTbCA NMG0 K apTe-
thak THOMY, 16O K UCTUHHOMY (reHepasn3oBaHHOMY), NTM60 K orpa-
HWYEHHOMY UCCiefyeMOli TKaHbHO.

MpobnemMa AMarHOCTUKM MO3auuu3Ma 060CTPAeTCS HEBO3-
MOXHOCTbIO TOYHO ONpeAenuTb NPeAcTaBUTENIbHOCTb aHOMasb-
HO KNeTOYHOW NHMK. Ha «npamMbIX» npenapaTax U3 0TAeNbHbIX
BOPCUHOK MOXHO BbISICHUTbL CTEMeHb pacnpoCTPaHEHHOCTM aHe-
YNAOUAHON NNHUK, T.e. OMPeSeNnTb, OrpaHMYeHa OHa KeTkamu
OfHOIi BOPCMHbI UAW MpefcTaBneHa 6onee wupoko. Mpu 3tom
0CTaeTCcA HEeACHOW >XM3HECMOCOOHOCTb 3aperncTpUpOBaHHbIX
aHeyniongHbIX KNeToK, a X 10Kann3aLnto B npeaenax Bcei nna-
LleHTbl MOXHO YCTAHOBUTb TOMbKO C MOMOLLbI0 MHOXECTBEHHbIX
6uoncuid, 4To peasbHO BO3MOXHO NNLWb MPW aHanu3e nocneja.
B cneymanbHbix nccnefosaHmax metogqoM FISH 6b110 fokasaHo,
4TO CTeNeHb aHeyNnNoMANK B Pa3HbIX YHacTKax NiaueHTbl MOXET
3aMeTHO pa3nuyaTbes (Leschot N.J. etal, 1996). lakum obpasom,
MO3auLM3M MOXET 0CTaTbCA HEpPacMO3HaHHbIM, TaK KakK acnupu-
pyeTcs TO/MbKO He6OMbLIOW YHacTOK XOpMOHa/niaLeHTbl, KOTO-
pbIil He0653aTeNbHO COAEPXKUT KNETKM 060MX KNOHOB. Mpu aHa-
NN3e TONbKO «MpSMbIX» NPenapaToB OCTaHETCA He3aperncTpupo-
BaHHOI aHeynnouausa, npeicTaBneHHas B KNeTKax Me3eHXnManb-
HOM CTPOMBI, & MPU aHann3e TONIbKO AO/ITOCPOUHBIX KYyNMbTyp -
aHoManuum B umtoTpodobnacTe. MonHasa uHpopmauma o0 pac-
MPOCTPAHEHHOCTMN B NALEHTE KIETOUYHbIX KOHOB C PasinyHbIM
HabopoM XpOMOCOM MOXET 6bITb NOMyYeHa MNpu coyeTaHuu 060-
NX METOZ0B.

MceBgomMo3aunLM3m, 06YCN0BNEHHbIA 0CO6EHHOCTAMU pocTa
KNEeTOK C pa3HbIM KapuvoOTUMOM B YC/OBUSAX KYNbTYpPbl, BO3HUKAET
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c yactoToii 0,6-1,0% 1 MOXET OTHOCUTLCA K OAHOMY WX Creayto-
wmx Tpex Tunos (Carrera J.M., Di Renzo G.C., 1993): 1) yacTb
KO/IOHWUW KNETOK UMeeT aHOMas/IbHbIA KapuoTtun; 2) Bce MeTadas-
Hble MNACTUHKW B Npefenax efMHUYHOM KOMOHUN AEMOHCTPMPY-
0T OAHY W Ty Xe XPOMOCOMHY aHOManuio; 3) B 04HOM Ky/bTy-
panbHOM (briakoHe 60/ee OAHOW KOMOHUWM VMMEKT OfMHaKOBYHO
XPOMOCOMHYIO aHOMasnIo.

PasnuuHble nponudepaTMBHbIE MNOTEHUUN AUNAOULHBIX
M aHeYNIOMAHbIX KNEeTOK B YCMOBUAX in Vitro, 04eBMAHO, NCKaXa-
IOT MX COOTHOLLEHWSA, peasbHO CyLLEeCTBYHOLWME in vivo. Ham npeg-
CTaBNIAETCA, YTO A0S aHEYNNOUSHbIX KNETOK, onpefeneHHas Ha
«MpAMbIX» npenapartax, 6onee 06BLEKTUBHO OTPaXKaeT 4acToTy
aHOMasibHOW cerperayum XpomMocoM in vivo.

CnepyeT OTMETUTb, YTO B YC/IOBUSAX iN Vitro MOryT BapbUpoBaTh
Temnbl NponudepaLmmn KNeTOK He TOMbKO C PasHbIM KapuoTUNOM,
HO 1 pa3Horo npoucxoxaeHus (KyxapeHko B.W., 1995). Mpwu yBe-
NINYEHNN CPOoKa KyNbTUBUPOBAHUA aMHUOLMTOB U K/TIETOK XOPKO-
Ha aKTMBHO HA4YMHAIOT MPONN(EPUPOBATL MATepUHCKUE (Puob-
pobnacTbl U KNeTKN anUTenus, ¢ HEM36eXHOCTbIO nonajaroLue
B 06paseL, Npy aMHUOLEHTE3e MU XOpuoH6uoncun. Ha npuro-
TOBJ/IEHHbIX M3 TaKUX CMeLLaHHbIX KyNbTyp npenaparax metadas-
Hble NAACTMHKM MOTYT UMETb Pa3Hblil KAPUOTUM, YTO MOXKET ObITb
HEBEPHO MHTEPNPETMPOBAHO KaK MO3aM4Hbl KapuoTun Maofa,
a B C/lyyYae OTCYTCTBMS MUTOTUYECKOW aKTUBHOCTW KIeTOK Njo-
fa —K 3aK/I0YEHUIO O KapuoTune naoga no Knetkam MaTepuiH-
CKOF0 MPOUCXOXAEHUA. BepoATHOCTb TakMX AMarHOCTUYECKMX
OWKNB0K, BbI3BaHHbIX KOHTaMUHauKeld obpasLa kneTkamm MaTte-
PUHCKOTO MPOUCXOXAEHUA N UX CMOCOOHOCTLIO K KNOHO06paso-
BaHWO, coctasnset 0,16% npu KynbTUBMPOBAHUM KNETOK aMHU-
0TMYecKoli xxnakoctn n 0,4% npu KyNbTUBMPOBAHWUMW KNETOK XO-
puoHa (Carrera J.M., Di Renzo G.C., 1993). He nckntouyeHbl Tak-
Xe OWNBKN AUarHOCTUKN MO3anumnsmMa 1 npu KynbTUBUPOBAHUN
AmMdounTOB NNoga, 00yCNOBNEHHbIE NMPUMECAMU MaTePUHCKOW
KpoBW B 06pasLe nynoBUHHON KPOBU.

B M/, BO3MOXHbI KaK JI0XXHOMONOXMUTENbHbIE, TaK U NI0XHO-
oTpuLaTeNbHble pe3ynbTaThl, BEPOATHOCTb KOTOPbIX A0/MKHA ObITh
MWUHUMWU3MPOBaHA Ha BCEX 3Tanax, HaunHasa ¢ TEXHUKN UHBA3MB-
HOro BMeLlaTenbCcTBa. 10 06bEKTUBHBIM NPUYMHAM BEPOATHOCTb
TakMX pe3ynbTaToB He MOXET ObITb NO/IHOCTLIO UCK/THOYEHA, 0CO-
6eHHO NpuW UCMOMb30BAHMUM B KaYeCTBE MaTepuana 41a KapnoTu-
NMMPOBaHMNA KNETOK NIOLHbIX 060/104eK.
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10.3.2. MNnaueHTapHbIA MO3anLU3M 1 alTOPUTM

ero AuarHoCTUKN

Hanbonee pacnpocTpaHeHHbIM TUMOM OFPaHUYEHHOr0 TKaHe-
BOro Mo3amum3mMa ABAAETCA OrpaHWYEHHbI NaaueHTapHbIA Mo-
3anymsm (OMM), KoTopblii perncTpupyeTcsa B 2% npeHaTanbHbIX
nccnesoBaHWini XOpMoHa Npy HOPMasbHO pasBmBatoLLeinca gpusu-
onornyeckoi 6epemeHHocTn (Kalousek D.K., 1997). Cnyyan mo-
3aMYHOM UM NOJSHOW (DOPMbI FeTepONIOMANK B TKAHAX MN0Aa,
MMEIOLLLEr0 HOPMa/bHbIA KapuoTUM B KIeTKaxX NPOBU3OPHbIX Op-
raHos, efuMHuYHbl (Crane J.P., Cheung S.W., 1988). Npu atom uc-
TUHHbIA WIN TeHepaIN30BaHHbI MO3auLM3M, T.e. Hanu4ume aHo-
Ma/lbHbIX KNETOUHbIX TMHUIA KaK B TKaHAX N10j4a, Tak 1 B 060/104-
Kax, cocTas/fifieT okosio 0,1% Bcex passuBatoLLnxca 6epemeHHoOC-
Tein (Kalousek D.K., 1997) n noaTeep>xgaetcs B 10% cny4aes nna-
LeHTapHoro mo3sanumsma (Phillips O.P. et al., 1996).

B 3aBUCMMOCTM OT NIOKaNN3aLMnm aHOMabHbIX K/eTOK B TKa-
HAX XOpUOHa pasnuyatoT Tpu Tuna OMNM (tabn. 10.6). Hanbonee
yacTblM cumTaeTca nepsbiil TN (OMM-1), Korga aHeynaougHble
KNeTKM BCTPevalTcs TOMbKO B uuMTOTpodobnacte. TpeTwit Tvn
OMNM (OMM-LI) asnsetca cambiM peakum (Kalousek D.K.,
1997; Simoni G., Sirchia S.M., 1994) n npumepHo B 30% cny4yaes
COMPOBOX/aeTCs OAHOPOANTEBCKONA ANCOMMEN, T.e. MPUCY TCTBYU-
eM B KapuoTwune mn/oga AByX XpPOMOCOM OAHOr0 U3 poguTeneli npu
OTCYTCTBUM TFOMOMIOTMYHOA XpoMocombl gpyroro (Lestou V.S.,
Kalousek D.K., 1998).

[nsa 06bACHEHMA MONHOW AWUCKOPAAHTHOCTU KapuvoTMNOB
NAoAHbIX TKaHel u xopuoHa (OMM-LU) npegnoxeHa runoTesa

Tabmmua 10.6
Tunol OrpaHNM4YeHHOro naaueHTapHoro mosanynsamMma
(Simoni G., Sirchia S.M., 1994)

TkaHb Tun 1 Tun 2 Tun 3
LnTtoTpoobnaet  AHeynnomgums HopmanbHblii AHeynnongus
(Mo3anyHas uaM  KapmoTun (mMo3anyHas unu
nosHas) nosHas)
MeseHxumanbHas HopmanbHbIl AHeynnounaus AHeynnonans
CTpOMa XOpuMoHa  KapuoTun (Mo3anyHaa uam  (Mo3anyHas um

TkaHW nnoga HopmanbHblii

Kapunotmnn

nonHas)

HopmanbHbIli
KapuoTun

nosHas)

HopMasnbHblii
KapuoTmn
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Tabnuua 10.7
Y4yacTne XxpomMocoM B MO3auuu3Me, orpaHMYEeHHOM NaLeHTown
(LestouV.S., KalousekD.K., 1998)

YacToTa BbISIBNIEHHbIX NPeHaTa/bHO Clly4aeB TPUCOMMUMU:
m > 10%, m 3—10%, O He BbifiB/IeHbl, M - MOHOCOMMUSA.

«BN3HELIOBO 6EpEMEHHOCTW», COraCHO KOTOPO MNpWM MHOro-
NNOAHON 6epeMeHHOCTM Ha paHHel cTaaun OfWH M3 SMOPUOHOB
pe3opbupyeTcs, a gpyroi npogomkaet passutue (Wolstenholme J.
et al., 1994). Mpu 3TOM OT «MCUE3AIOLLErO H6/IM3HELa» COXPAHAIOT
CA MU b (hparMeHTbl 3apOoAbILLIEBbIX TMCTKOB, 06pasytoLLme Tepa-
TOMbI, UK Xe hparMeHTbl NIOLHbIX 060104eK, BXOAALLME B CO-
CTaB NPOBM30PHbLIX OPraHoB pa3BmBatoLLerocs nnoga. MockobKy
06/1acTb MHBA3MBHOTIO BMeLLATENbCTBA MNPV XOPUOHBUONCUK Orpa-
HWYeHa, CYLLECTBYET BEPOATHOCTb MOMYYEHWUS KNETOK XOPMOHa
pe3op6upoBaBLUerocs 6nm3Hela. «/icye3HoBeHUe» GnM3HeLa U3
OV3UTOTUYECKON ABOVIHW NPUMEPHO B NOMOBUHE CyYaes JOMKHO
NPUBOAMTL K AUCKOPAAHTHOCTK no nony (Bajoria R., Kingdom J.,
1997) opHako Mo3anumam 46,XX/46,XY oTMeyaeTcs KpaiHe peg
Ko (Breed A.S.P.M., 1992). Bonee TOro, Takyt AUCKOPLAAHTHOCTb
KapnMoTMNOB CrefyeT TPAKTOBaTb He KaK MO3auLn3M, a KaK X1umMe-
pY3M TakK KakK pasfimyatomecs no Kapuotuny KAeTku npoucxo
OAT U3 pasHbIX 31roT. MNpu MOHO3UIOTUYECKON ABOVHE pasnuuus
no reTepoMopr3My ayTocoM, a TakxKe NoN0BbIM XPOMOCOMaM Nu-
60 [OMKHbI OTCYTCTBOBATb, M60, B Cy4ae yTpaTbl NOMOBOA XPo-
MOCOMbI, COMPOBOXAATbCA KapnuoTunom 45,X y of4HOro n3 niogos
(Kaplowitz P.B. et al., 1991). CnefjoBaTensbHO, NO/IHOE HECOOTBET-
CTBYME KapvOTUMOB B K/NIeTKaX XOPMOHa 1 Nnoga ckopee obycrose-
HO aHOManbLHOW cerperayueil XpoOMOCOM B MEPBbIX AENEHUAX
4pO6AeHNs 3UroThl (AUNIOULHON UNK TeTePONSIOMAHON).
[aHHble, npeacrasneHHble B Tabnuue 10.7, CBUAETENLCTBYIOT
0 HEpPaBHOM y4acTuKn pas3HblX XxpomocoM B OMM. Tak, TpUCoM-
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Hble MO3anKy no xpomocomam 1, 4, 6, 11, 14, 17 n 19 He 3aperuc-
TPUPOBAHbLI HW B OLHOM MCC/EeL0BaHUN. B TO Xe Bpems TpcomMum
7, 13 n 18 ¢ 04MHAKOBOI 4acTOTOM BCTPEYatoTCA NMpu TOM WAn
nHoM Tune ONMM. Ans gpyrux XpoMocoMm HabnojaeTcsa Hecny-
yaliHas accoymnauusa ¢ Tunom OMNM. Haubonee Apko oHa Bblpa-
»XeHa an1s 4 nap Xpomocom: Tpucomma 16 BO BCex cnyyasx 3atpa-
rmeaeT Bcto nnaueHty (OMM-I111), Tpucomua 2 xapaktepHa ans
3KCTpaambpuoHansHoi meseHxumbl (OMM-II), Tpucomma 3
n MoHocomusa X —ans untotpodoobnacta (OMM-1). B untotpo-
(hobnacTe Hambosiee HacTo OTMEYAKOTCA MOJHbIE UM MO3auYHble
thopmbl Tpucomun 3,7, 13, 18, 20u21un pefko —tpucomun 8, 9,
15. C OMM-11 06bI4HO CcBfA3aHbI TPUCOMUK 2, 7 1 18, a Tpucomun
5, 8,9, 10, 12, 13, 211 22 ond 3TOro TMnNa Mo3auymnsma He xapak-
TepHbl. C OTM-I111 accounmnpoBaHbl, B OCHOBHOM, Tpucomuu 15
16 1 18. Takum o6pasom, Tn OMNMM B onpeAeneHHO CTeNeHn ae-
TEPMUHUPOBAH XPOMOCOMOi, BOB/IEYEHHON B HEPaCXOXAeHUe
(Robinson W.P. et al., 2001).

Ocoboe BHUMaHWe cnegyet 06paTUTbL Ha noaunaonauto. Tet-
panfiongus, B OTAnYME OT APYrUX FeHOMHbIX MyTaumii, 06ycnoB-
NeHa UCK/IOYUTENbHO HapYLUEHMEM KapuoTOMUU U LUTOTOMMUM
npyv MAUTOTMYECKOM AefleHUn KNeTok Tpoobnacta. Mpu pusno-
Noruyeckn nporpeccupytolleil 6epeMeHHOCT OHa BCerga orpa-
HWYeHa nnaueHToW. TeTpannouaHble MeTadasHble MAACTUHKY,
0CO6EeHHO 3HAOMUTO3bI, CPaBHUTENLHO YacTo HabnjalTcA Ha
«NPAMBIX» Npenaparax U3 XopuoHa ¥ NnaLeHTbl, a TaKxXe Ha npe-
naparax Ky/bTUBMPOBAHHbIX aMHMOLMUTOB. Kak npaswno, TeTpa-
naongus npeacraBneHa Mo3anyHoin popmoit 2n/4n, ogHaKo B He-
KOTOpPbIX C/lyHYasax HOpMasbHble AUNIonAHbIE MeTadasbl B aHanu-
31pyeMOM 06pasLie XOpMOoHa UK NaLeHTbl MOTYT OTCYTCTBOBATb.
B oT/Myve OT TeTpannomanm, KOTopyto B ONpesenieHHON CTeneHn
MOXHO CYuTaTb BapuMaHTOM HOPMa/IbHOTrO Pa3BUTUA MALEHTHI
WA Xe OTHECTW K apTelakTy Mpu KyNbTUBMPOBAHWUW KNETOK,
TPMNAONANS HEe3aBUCUMO OT OpMbl (MOMHOA UM MO3anyHON),
BCerja CoOnpoBOXAAeTCA MOPOKAMMU 1 3afiepXXKOM pasBuThs Nnoga.

YMecTHO oTmMeTuTb, 4To ONM pacueHnBaeTCd KakK OAWH U3
HebNaronpuATHbLIX (PAKTOPOB, MOBLIWAKLULNX PUCK BHYTPUYT-
po6HOI 3afep>KKu pa3smTus nnoga (B3PIT), caMonpon3BoniLHOro
BbIKMAbILLIA, aHTEHATa/IbHON Tbenn unm nNpexxaeBpeMeHHbIX po-
foB (cM. 0630p: KysHeuosa T.B. u gp., 2002). Tak, yactota OMNM
y CMOHTaHHbIX abopPTyCcoB MOXeT focTuraTe 13%, T.e. NPeBbILLATbL
noytm B 6 pa3 3TOT NokasaTe/b Yy pas3BUBalOLMXCA NI0L0B
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(Griffin D.K., 1996). Mo HekoTopbIM AaHHbIM (Leschot N.J. et al.,
1996), 1,9% 6epemeHHocTein ¢ OMM 3aBepLUAOTCS CNOHTaHHbIM
abopTom g0 28 Hen. O6uime noTepu nNpu 6epeMeHHOCTAX, COMpo-
Boxgatrowmnxca OIlMM, cocrtasnawoT 16,7% N0 CpaBHEHUIO
¢ 2,3% B nonynsauuu (Johnson A. et al., 1990). HTepecHo oTMme-
™™MTb, 4T0 OMNM perynspHo perucTpupyeTcs nNpu npeHatasbHOM
KapuoTUMMPOBaHMM TOMLKO B FPynnax BbICOKOr0 PUCKa No pox-
[EHNIO [ETEN C XPOMOCOMHOI MaTosiornein, 0CO6eHHO nNpu nNpu-
BbIYHOM HEBbIHALLIMBAHMMN B aHAMHE3e, U NMPaKTUYeCKN He BCTpe-
yaeTca npu M, MOHOreHHbIX 60/1€3HeR nan No coLumanbHbIM No-
KasaHuam (onpegeneHue nona nnoga) (KysHeyosa IM.B., 2000).

ONMM BbigBnseTcs npumepHo B 10% 6epemMeHHOCTEN, 0CNOX-
HeHHbIX B3PI (Stipoljev F. et al., 2001). Mpu Hannuum OMNM
y 12,3% HOBOPOXJEHHbIX OTMEUYEHO CHWXKEHUE Beca Hike 10-i
npoueHTnnm (Leschot N.J. et al., 1996). C Apyroi CTOpOHsI, y A0-
KOLWeHHbIX geTeit ¢ B3PM OMM wngeHTUdMLmpyeTcs B TpU pasa
yallle, YemM Yy HOBOPOXAEHHbIX, COOTBETCTBYIOLLMNX CPOKY recTa-
umm (Wilkins-Haug L. et al., 1995).

TeueHne n ncxop 6epemMeHHOCTN MOTYT 3aBUCETb OT MPOrnop-
LMKN aHOManbHbIX KNeToK B TpodobnacTe, a Takxe OT UX TIOKanu-
3alMmn B 3KCTPaaMOPUOHANbHbIX TKaHAX. Tak, NP HU3KOM YpOB-
He aHOManbHbIX K/IETOK HaNN4Me HOPManbHbIX KNeTOUHbIX INHUI
B MNaLEHTE MOXET «CMArYMTb» UX NaTonormnyeckme apgekielHa-
CTO/IbKO, YTO MO3anLM3M He MMeeT KAWHUYECKUX MPOSBAEHWI
(Johnson A. et al., 1990). Hao6opoT, B cnyyasax OMM c focTtaTtou-
HO BbICOKOW 40/ei aHeynnouAHbIX KNeTOK B NaleHTe Habnoaa-
IOTCA OCNOXHeHUa 6GepemeHHocTM (Simoni G., Sirchia S.M.,
1994). OgHako, ecnu aHeyrowounams B umtotpodobnacte (ONMM-1)
B 22% cnyyYaeB COMPOBOXAaeTCsa CNOHTaHHbIMKY abopTamu, B3P
UAW aHTeHaTaNnbHOM rnbenblo Nao4a, TO NPW ee HaMMYMKM B 3KC-
TpaambpuroHansHoii mesogepme (OMM-II) ocnoxHeHns Habnto-
farTca 3HaunTenbHO pexe (Lestou VS., Kalousek D.K., 1998).
AHOMasbHble UCXoAbl 6epeMeHHOCTH, a Takxe B3PI, koppenu-
PYIOT C MEAOTUYECKMM MPOMCXOXAEHNEM NAaLeHTapHON TpMco-
mun n OMM-LLU (Robinson W.P. et al., 2001), koTopble CBA3aHbI
NMPenMMyLLEeCTBEHHO ¢ Tpucomuein 16 (Lestou V.S., kalousek D.K.,

199&?éK0T0pble aBTopbl CBA3bIBAOT OMNMM C MOBbIWEHHbIM pUC-
KOM BHYTpPUYTpPOOHOI rnbenn nnoga v He 06GHapy>XMBalOT ero
cBA3n ¢ B3PI 1 TakMMu OCNOXHEHUAMU GEpPeMEHHOCTM, Kak
npeaknamncusa u npexgaespemeHHble pogbl (Wapner R,J. et al,,
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1992). Hapsagy ¢ atum coobuiaetca 06 OTCYTCTBUM 3HAYMMOIO
BO3pacTaHus nepuHatanbHbix notepb (Roland B. et al., 1994),
aTakxKe Kakoin-nnbo cBA3N MeXay aKyLlepCKUMU 0CNOXHEHNAMU
n ONMM no HekoTOpbIM Xpomocomam —Tpucomun 8 (Saks E. et
al., 1998), 12 (Bischoff F.Z. et al., 1995) n NonoBbIM XpOMOCOMaM
(Wolstenholme J. et al., 1994).

MpOTUBOPEUYMBOCTbL NINTEPATYPHBIX LaHHbIX OTHOCUTENbHO
BAuaHna OMNM Ha pa3BuTue Naoja oTyacTu 06bACHAETCH pas-
NNYHBIMU KNUHUYECKUMU KPUTEPUAMM OLLEHKN COCTOAHUSA MJIo-
[a, a TaKkxe reteporeHHocTblo cnyyaes OMNM. OuyeBnaHO, 4TO
OlM - paneko He eAVHCTBEHHAA NPUYMHA 33[EPXKKM Pa3BUTUA
niog4a u gpyrux oCnoXKHeHuii 6epemeHHOCTU. Puck Hebnaronpum-
ATHbIX MepuHaTaNbHbIX UCXOL0B 3aBUCUT OT MHOIMX (DaKTOpPOB.

B cBa3n ¢ npobnemMamMy AUArHOCTUKW, a TakXKe OTCYTCTBUEM
YeTKUX MPOTHOCTUYECKUX KPUTEPUNEB, B HACTOALLEE BPEMS HE CY-
LLecTBYET anropuTMoB BefeHNs 6epemMeHHOCTU NP OrpaHnYeH-
HOM MJiaLeHTapHoOM Mo3auum3me. Ha OCHOBe MPOBeLeHHOr0 Ha-
MW aHann3a TeYeHMs U UCXO[0B 6epeMeHHOCTEl B KOMMIEKC Me-
ponpuaTuiA nocne guarHoctnkm ONMM uenecoobpa3Ho BKAOYATb
aHanu3 ypoBHA XI'Y B CbIBOPOTKe KPOBM GepeMeHHOW, a Takxe
Y3 ¢ 0UeHKOW pe3sncTeHTHOCTM COCY0B 1 CKOPOCTM KPOBOTOKA
B MaTOYHbIX apTepusx (FarapmHa A.B. u gp., 2002). Takoe yrny6-
NeHHoe AMHamuyeckoe HabmogeHne npyu OMNM no3sonseT nposec-
TW PaHHIOW [MAarHOCTWKY NAaueHTapHON HeAoCTaTO4YHOCTM
1 CBOEBPEMEHHO HAaYaTb MNPONNAKTUKY aKyLLEPCKMX OC/IOMKHEHWIA.

Mopo3peHne Ha OMM [0NXHO BO3HUKATb MPU 06HAPYXEHUN
neTanbHbIX WA cybneTanbHbIX XPOMOCOMHbIX aHOManunii Ha npe-
naparax M3 XOopuvoHa WM NnaueHTbl NpU OTCYTCTBUWU MOPOKOB
pasBuTMsA y naoga. 3a UCKIOYEHMEM ayTOCOMHbIX MOHOCOMMUIA,
KOTOpble, KakK npasuio, 06ycnoBneHbl METOANYECKMMU apTedak-
Tamu, 1 TeTpanionann, Bce oCTasbHble Cllyvyan Mo3anyHbIX Kapu-
oTUMNOB (MO3auyHas TPUNIOUAUA, MO3anyYHasa TPUCOMMA MO N0-
6o xpomocome Habopa u MoHocomusa X), He3aBUCMMO OT Npo-
MopuumM aHOMasbHbIX KMETOK, HYXZAKTCA B [OMONHUTENbHbIX
nccnefoBaHuUsX.

MocnegoBaTeNbHOCTb ANArHOCTUYECKUX MePONpUATUIA npea-
cTaBneHa Ha pucyHke 10.3. Ha nepsoM 3Tane AN ycTaHOBNEHUSA
OlMNM XenatenbHO MPOBECTM aHann3 [OMITOCPOUHBIX KYNbTYp.
Ha BTOpOM — aHann“3 XpOMOCOMHOro Ha6opa camoro mnnoja,
[NA 4ero nNpov3BOAMTCHA aMHWUOLEHTE3 UM — NPefnoyvTUTeNb-
Hee - KopgoueHTe3. OKOHYaTeNbHbI AMarHo3 ycTaHaBnMBaeTcs
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Mnau€

MponoHrrpoBaHne 6epeMeHHOCTH T
~ ecTupoBaHue
Y3U c¢ ponnnepomeTtpuei P o
n oNH 1 0[JHOPOAUTENLCKOA
podunakTrka . Ancomunt
aKyLepCKUX OCMOXHEHWN

Puc. 10.3. CTaHAapTHbIA AWarHOCTUYECKUIA anropuTM NpyM XPOMOCOMHOM MO3au

Lu3me B XOpUOHe (NnaLeHTe).

* AHeynnouaus, NpeAcTaBneHHas TPMCOMUAMM MO ayTOCOMaM, MoaoBbIM XPOMO-
comam unm MoHocomueli X (B BUAe MOAHON AN MO3auyHO (hOpMbl).

** TecTUpoBaHWe OfHOPOAUTENLCKON AUCOMMUU PEKOMEHAYETCA NMPW OrpaHuueH-
HOM MnaueHTapHoOM Mo3aunu3me 3-ro Tuna, 0CO6eHHO MPU MO3anyHbIX TPUCO-
MUSX MO XPOMOCOMaM, /15 KOTOPbIX 3PMeKT MMAPUHTUHIa A0KasaH (XPOMOCOMbI
6, 7, 11, 14, 15, 16, 20).

TO/IbKO MOC/e MoMyyYeHUs MH(oPMaLnMM O KapuoTune B KNeTkax
nnoga.

3aBMCUMOCTY OT JIOKanu3auuy aHOMasbHOro K/oHa PeKo-
MeHZJaLumn MoryT 6bITb pa3nnyHbl. B cryyae NCTUHHOTO (reHepasiu-
30BaHHOr0) Mo3amuM3Ma pPeKOMEHAYeTCs npepbiBaHMe 6epemMeH-
HocTW. Mpu HOpMaibHOM KapuoTune y naoga v ntobom Turne nna-
LIeHTapHOro mMosanuun3ma PeKOMeHAYeTCs MPOSIOHTMPoBaHue Ge-
pemeHHOCTM M Y3W ¢ gonnnepomeTpumein B fuHaMmuke. B cnyuae
MOJIHOM (POPMBI aHEYNIOMANK B NaLeHTe, 0CO6EHHO MO XPOMO-
coMam, 47151 KOTOPbIX W3BECTHbI «60/ME3HN UMMPUHTUHIA», Lieneco-
06pa3HO TecTMpoBaHWE MOJMIEKYNAPHLIMW MeToAaMu OA4HOPOAM-
Tenbckoin gucommm (OPA) (cm. 10.3.3).
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10.3.3. OgHopoauTesnbckasa ANComMus

N @/ITOPUTM ee ANarHoCTUKU

OpHopoguTensckasa gucomua (OPA, aHrn. UPD — uniparental
disomy) BO3HWMKaeT NpW HacnefoBaHUN ABYX FOMOJIOTMYHBIX XPOMO-
COM TOJIbKO 0T ogHoropoanTensd. Yactora OP/ y nnoga oueHuBsa-
eTcqd npumepHo 8/10000 pasBmBarOLWMxcAd 6GepeMeHHOCTeN
(Kalousek D.K., 1997).

OP/1 nogpasgenaioT Ha reTepo- v nogucomuto. Mpu reTepoaun-
comun (puc. 10.4), B aunnongHoM Habope NpeAcTas/eHb! ABapasHbIX
romosiora 0T OAHOro poauTens. B cnyyae nsogmcoMuy npoucxoanT™
YABOEHME TO/IbKO OAHOr0 W3 POAUTENLCKUX FOMOJIOroB BCNEACTBUE
HEpPacX0XKAeHNs CECTPUHCKNX XPOMaT Vg BO BTOPOM Ae/IEHN Meiio-
3a Wm JynamKaumum XpomMmocoMbl Mpy Apo6/1ieHU MOHOCOMHO 3UTroTbl.

B03MOXHble MexaHU3Mbl obpa3oBaHua OP/LL no uenbim Xpo-
MOCOMaM npegacrasfieHbl Ha pucyHke 10.4. OP[] saBfsetcsa pesy/ib-
TaToM, MO MeHblUeid Mepe, ABYX NOCNeAOBaTeNlbHbIX He3aBMCU-
MbIX COObITWIA aHOMaNbHOW cerperayum XpoMoCOM, NPOUCXOAA-
WMX B raMeToreHese n BO BPeEMSA MOCT3UTOTUYECKUX MUTOTUYEC-
KX AeNneHunit. AHanormyHo BosHukaeT OPJ] n B ciy4vasx Takmx
abeppaunii XpomMOCOM, KaK M30XPOMOCOMbI MM PO6epTCOHOB-
CKWe TpaHciokauum.

KnnHnyeckne nposieneHns OPMoryT 6bITb 06ycnoB/eHbl inbo
FeHOMHbIM MMAPUHTUHIOM (MOHO&/1/1e/IbHON 3KCMPeccreli reHoB, 3a-
BMCSILLIEN OT UX POAVTENLCKOr0 NPOUCXOXKAEHUS), NMBO NPOosIBEHN-
€M My TaHTHbIX PELLECCUBHBIX a/11eNeli B CrlyHae U30AUCOMUMN.

OPl npuBOAUT K YETKO OYEepYEHHbIM CUHAPOMAaM TO/IbKO
B NMOCTHaTasibHOM OHTOreHese. CnNMCcOK XpOMOCOM, N0 KOTOPbIM
n3BecTHbl cnyyan OP/l, 4OCTATOYHO BE/INK, XOTA B HEM MPEACTaB-
NeHbl He BCe XPOMOCOMbI. OPGeKT MMNPUHTUHIA YETKO YCTaHOB-
NeH b ana 5 nap xpomocom (xpomocombl 7, 10, 11, 14, 15)
W npegnonaraetcs gns xpomocom 2 n 16 (Hsu L.Y. et al., 1997).
Ero otcytctBre nokasaHo npu OPJ no 14 gpyrum napam Xpomo-
com (Ledbetter D.H., Engel E., 1995). Hanbonee n3y4YyeHHbIMM
«B0NE3HAMU UMMPUHTUHIa» ABAAKDTCA CUHAPOMbI Mpagepa—Bun-
nm (upd(15)mat) n Axrensmana (upd(15)pat), cuHapom Beksu-
Ta-Bugemana (upd(ll)pat) n cuHgpom CwunbBepa—Paccena
(upd(7)mat) (Devriendt K., 2000). 3BecTHbl cnyyan fguabeTta
y HOBOpOXAeHHbIX npu upd(6)pat (Christian S.L. et al., 1996).
Upd(14) nmeeT paznmyHoe heHOTUNNYECKOE NPOAB/EHNE B 3aBU-
CUMOCTW OT €€ POAMTENbCKOro MPOUCXOXAEHUNA: MPU MaTepPUH-
CKOW AMCcOMUM OTMeYaeTcsa NpeXxAeBpeMeHHOe N0N0BOe CO3peBa-
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Puc. 10.4. MexaHu3Mbl pOPMUPOBAHMA OJHOPOAUTENBCKON AUCOMUM.

Hue (Fokstuen S. et al., 1999), Torga kak npu OTLOBCKOW - Kap-
nukosocTb (Walter C.A. et al., 1996). OnucaHo Takxe HeCKONbKO
cnydaeB upd(7)pat/mat y nauneHToB ¢ MyKOBUCLMAO030M - 0Of-
HUM M3 Hambosee YacTbIX MOHOFeHHbIX 3aboneBaHmnin (Ledbet-

ter D.H., Engel E., 1995).

BnusHvne OP/[, Ha pa3suTue nniofa u TedyeHne 6epemMeHHOCTU
noka mano u3ydeHo. Tak, NS OLHUX U TEX XXe XPOMOCOM, Hapagy
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C HelTpanbHbIM apdekTom OPJl, M3BECTHbI CAy4Yan BHYTpUYT-
po6Holi rnbenn nnoga npu upd(4)mat (Kuchinka B.D. et al.,
2001), upd(14)mat (Ralph A. et al., 1999) n upd(21)mat (Ro-
gan P.K. et al., 1999). MNoka3aHa kKoppenauua B3PI y nnoga
cupd(2)mat (Webb A.L. et al., 1996), upd(16)mat (Kalousek D.K.,
Barrett 1., 1994) n upd(2Q)mat (Chudoba I. et al., 1999). Mexay
TEM, He BbIIB/IEHbl 3HAYNMbIE OTK/IOHEHUWS B pa3BUTUX No4a npu
upd(15) (Christian S.L. et al,, 1999) n o6Hapy>XeHbl NULLb He3Ha-
ynTeNbHble Nuuesble ausmoppuun npu upd(7) (Kotzot D. et al.,
2000).

HeogHO3HaYHOCTb AaHHbIX IMTepaTypbl 06bACHAETCA OTCYT-
CTBMEM CBeeHuii 0 cnyyasax OP [l Bo Bcex TKaHAX nnoga. Hesasu-
CMMO OT NPUPOALI XPOMOCOMbI U €€ POAUTENLCKOTO MPONCXOXKe-
HMA, a TaKXKe OT Tuna gucomum (M30- WAW TeTEPOAUCOMUSA),
Nnpu BCeX M3BeCTHbIX cnyyadax OP/L y nsiofja OTMeYeHO Hannyume
TPUCOMHbIX KNETOYHbIX KNOHOB B TKaHAX NaueHTbl. HanoMHuUM,
4YTO TEOpPeTUYECKU «MNCEeBAOAUNIOUAHBIA» KapuoTun ¢ OP[
y N/iofia MOXET 0Ka3aTbCa B KaXKAoMm TpeTbeM cnydae ONMM-LU,
T.e. NPX NONHON (hopme aHeynaoUAMUN BO BCEX TKAHAX MALEHTbI.
3T0 06CTOATENLCTBO He NO3BONSAET AUCKPUMUHUPOBATL MOBPEX-
Jarownin aggekt cobectBeHHo OP/[ y nnoga OT BAMAHWA aHo-
ManbHOl nnaueHTbl. CnegoBaTtenbHO, paccMaTpueaTbh OP/L Kak
M30MIMPOBaHHDIA (hakTop, He6NaronpUMATHO BAVSIIOLLMI Ha pa3BU T Me
nnoga, no-sMauMomMy, npexkaespeMeHHo. OfHaKo npeHaTalbHO Au-
arHocTuposaHHas OPAMO>KeT CYLLECTBEHHO BMSATb Ha TaKTUKy
BeJeHNs 6epeMeHHOCTU.

OP[ y nnoga pomkHa 6bITb 3amnofo3peHa BO BCeX Cyvasx
OMM. Oco6oro BHMMaHusA B nnaHe OP/ 3acny>xuBatOT TpUco-
MWW M0 XPOMOCOMaM, COfiepXKaLum KnacTepbl UMMPUHTUPOBAH-
HbIX FEHOB (Xpomocomsbl 6, 7, 11, 14, 15, 16, 20). Bepudgunkayms
OPJ ynnofa npy M0o3anyHOM CTaTyce TPMCOMMM MO XPOMOCOMaM
2,4 v 5B NnaueHTe He CTONb LienecoobpasHa, Tak Kak ee HeraTus-
HOe BNUAHWe Ha pa3sBuTue nnoga He pokasaHo (Vellisariou V.,
2003). Mopo3peHne Ha OP[ f0/MKHO BO3HUKATb TaKXKe U B CNyYa-
AX OTCYTCTBUA retepomopdusma (T.e. MOP(ONOTrMYECKON NAeH-
TMYHOCTM) FOMOJIOFOB MO paiioHam reTepoxpomatuMHa unu sg-
PbILLIKOBbLIX OPraHn3aTopoB. ¥ MECTHO OTMETUTb, YTO HU NOATBep-
ANTb, HWU uckmounts OP[ UMTOreHeTUYeCKUMMU METOLaMWN He-
BO3MOXHO. [na TectuposaHua OPJL, ncnonb3yoTca Monekynsap-
HO-TeHeTUYecKne MeToAbl, PEKOMeHAyeMmble A/15 MpeHaTanbHbIX
nccnegoBaHmnin (Hasapenko C.A., CaxeHoBa E.A., 2004). Owuar-
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Pnc.10.5. narHocTnyecknii anropuTMm Npyu NoAo3peHUn Ha OfHOPOLMTENLCKYHO
LMcomMuIo y nnoga.

HOoCTUKA OP/[] s stux CNyyasix OCHOBaHa Ha CPaBHUTE/IbHOM aHa-
nmn3se obpasuos AHK v3 KpoBu poguteneid n nnoga, 4To Npeano
naraet nposejeHue KopgoueHTtesa. lMocneposaTenibHOCTL Auar-
HOCTMYECKUX MeponpuaTuid ana sepudukauun OPL y nnoga npu
nnayeHTapHoOM Mo3anum3me npepcrasneHa Ha pucyHke 10.5. Pe-
KOMeHAauMy no AafbHenwemy BefeHU0 GEepeMeHHOCTM MOryT
6bITb PasfIUUHLIMU - MNPOJIOHTUPOBaHME BepeMeHHOCTM nog Y3
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HabnwogeHneM npu ucknwoveHun OPL wnu npepbiBaHue Gepe-
MEHHOCTU B cnydae nogreepxxaeHns OPL y nnoga.

10.3.4. CTpyKTypHble NEPECTPOIAKN XPOMOCOM

Ecnn nokasaHuem gns KapuoTUNUPOBAHMA Njoja ABNSETCS
HOCUTENbCTBO CTPYKTYPHOW NEPECTPOVKMA O4HUM U3 poauTenei,
TO Mnpu BbI6GOpe cnocoba MHBA3UBHOIO BMeLLAaTe/IbCTBa HEOOX0AU-
MO YUNTbIBaTb 0CO6EHHOCTM XPOMOCOMHO abeppauun. K coxa-
NeHuto, paspeLuarolas CnocobHOCTb LMTOreHeTUYECKOro aHa u-
3a Ha «MpAMbIX» MpenapaTax XopyMoHa no cpaBHeHUIO C npenapa-
TaMu U3 KyNbTUBMPOBAHHbLIX KNeTOK nnoga (MMmMGoLUTOB Uaun
aMHMOUMTOB) HeBbICOKA. MO3TOMY TOYHaa AMarHocTuka B | Tpu-
MecTpe 6epeMeHHOCTU OorpaHuyeHa pobepTCOHOBCKUMU TPaHC-
nokauusamm, a Takxke ApYrMMy nepecTpoiikamu, CyLLeCTBEHHO
MEHAIOWMMN MOP(OIOrM0 XpoMOCOoM. [pu peumnpoKHbIX
TpaHcnokKaumax, B 06pasoBaHUM KOTOPbIX MPUHUMAOT y4yacTue
paBHOLEHHbIE MO pa3Mepy U CXOAHbIe MO PUCYHKY AnddepeHLun-
afbHOW MCUYEPUEHHOCTM YUYacTKM XPOMOCOM, MpPeanouTuTesibHee
NPOBOAMTL AWArHOCTUKY MO MMGOLNTAM MYNOBUHHON KPOBW.
AHaNOrMYHbIX PeKOMeHAaLNIA cnefyeT NPUAEPXKMBATLCA U B CNy-
Yasx napaueHTpUYecKuX v nepuLeHTpUYecKuX uHeepcuii. Hau-
60MblUMe TPYAHOCTY MPU aHaIM3e XPOMOCOM JaXe U3 KYNbTUBU-
POBaHHbIX KNeTOK NPeACTaBAAT HebosblUMe N0 pasmepy nepe-
CTPOWiKM, OCO6EHHO eCn OHW /I0KA/IM30BaHbl B TENOMEPHbIX G-
OTpULATENbHbIX CerMeHTax XpomocoMm. CrefyeT NOLYEPKHYTb,
YTO MPaKTUYECKM BO BCEX CNyYaax CEMeiHOro HOCUTENbCTBA ne-
pecTpoek LenecoobpasHo NPOBOAUTb CPABHUTENbHbIA aHanus
XpOMOCOM Nfoja U poguTeneid, UCNonb3ys KOMMNEKC MeTOA0B
anddepeHunansHoro okpawmsaHusa u FISH, Heo6xoanmMbIx ans
NAEHTUPUKALUN KOHKPETHON NepecTpoiku.

CroHTaHHbIe XPOMOCOMHbIE abeppauuun, T.e. MEPECTPONKH,
He yHac/efoBaHHble OT KOro-1nbo U3 poanTeneid npu nNoaTBEpX-
[eHHOM OTLOBCTBE, MpEHATa/IbHO BCTPEYAKTCA OTHOCUTENIbHO
pegko (0,06—0,20% ot Bcex mccnegosaHuid) (Carrera J.M., Di
Renzo G.C., 1993). B Hawux nccnefoBaHUAX UX YacToTa cocTa-
Buna 0,07% (y 5wu3 7579 nnopos).

Mpn 006HapPY>XeHUN XPOMOCOMHOW MepecTpoiikn, AelCTBU-
Te/IbHO BO3HMKLIEN de novo, HEBO3MOXHO MOSIHOCTbIO WCKAIO-
YnNTb COMYTCTBYHOLME MUKPOMEPECTPOWKKU, W, CNeAoBaTenbHo,
HecbanaHCMPOBAHHOCTb XPOMOCOMHOIo Habopa, u, TeM 60nee,
onpefennTb Hanuume FeHHbIX MyTauuii B TOYKaxX pa3pbiBOB.



MpeHaTasnbHas AMarHoCTMKa XPOMOCOMHBIX GonesHelt 269

B aToii cuTyauumm, cornacHo pekoMeHgaumam Esponelickoro obLuec-
TBa MNepyHaTO/Or0B, PUCK POXK/EHUS pebeHKa ¢ KakMu-nMbo aHo-
ManMsMuK pasBuTuUA oueHmeaeTcsd B 10% (Carrera J.M., Di Ren-
z0 G.C., 1993).

MpuUHMMaa BO BHUMAHUWE, YTO UH(OpMaLMs O pa3BUTUM MNJI0-
[a, noflyyeHHas ¢ NoOMoLbo Y3, orpaHuyeHa OLeHKOW CoCTos-
HWUA OTAENbHbIX OPraHOB U CUCTEM, >KeNaTeNbHO BO BCEX Cyyasx
HEACHOTO LMTOreHeTUYECKOro AnarHo3a npoBoaYTh KapuoTUnmpo-
BaHWe 6ronormyeckmx poguTeneid. K Takum ciyyasm OTHOCATCS
TaKXe CTPYKTYPHO NOMMMOP(HbIE YHaCTKM XPOMOCOM, KOTOpble
Heo6XxoauMo andpepeHLMpoBaTh OT CTPYKTYPHbIX aHOMaNiA:

* MPULEHTPOMEPHbIE TeTEPOXPOMATUHOBLIE PaliOHblI XPOMO-

com 1, 16 n ocobeHHO 9 (BapmaHThl 9gh, 9ph, 9phgh);

* CMYTHUKW Ha KOPOTKMUX M/ieyax XpoMocoMbl 17 v Ha A/IUH-

HOM neye Y-XpOMOCOMbl;
* BapumabesibHble pa3Mepbl KOPOTKUX (p) Njey akpoueHTpu-
4eckux xpomocom rpynn D u G;

* A/IMHHOE N/1eYo Y-XPOMOCOMbI, BKAOYas painoH Ygh.

CTaHfapTHasa cxema LMarHOCTUKU CTPYKTYPHbIX NEPeCcTPOeK,
B TOM YMC/Ie NPY OTCYTCTBUM MH(OPMaL UK O KapuoTune pogure-
neil Ha MOMEHT NpPOBefeHUA aHanu3a, npeanonaraet paj guar-
HOoCcTMYecknx Mmeponpuatuin (cm. puc. 10.6). Mpu obHapy>KeHUU
CTPYKTYPHOI NepecTPoOiKy (M NOJO3PEHNN Ha ee Hann4ve) Heob-
XOOMMO YTOUYHUTb ee MPOUCXOXKAEHWE, T.e. NPOBECTU KapnoTunu-
poBaHvie poauTeneit. B nio6om cryyae Heobxoammo onpeseniTh coba-
NaHCMPOBAHHOCTL abeppauny, 41 Yero MPeArnpuHATDL MOMbITKY
YTOYHEHUA TO4YeK pa3pbiBoB MeToAoM FISH ¢ ncnonb3osaHveMm f1o-
Kyc-crneunduyHbix AHK-30HA0B. Mpu ycTaHOBEHUW POAMTENbC-
KO NpUHagNeXHOCTU cHanaHCMPOBaHHON XPOMOCOMHON abep-
pauumn pekoMeHAyeTcs MPONOHIMPOBaHUe 6GepeMeHHOCTM C Y3
KOHTpONeM B AuMHaMuKe. Ecim ycTaHOBNeH (hakT BO3HWKHOBEHUA
Mopdonormyecky cbanaHcposaHHOW abeppaumy de novo, Heobxoaw-
MO MPOUHOPMMPOBATH BepeMEHHYHO O BbICOKOM PUCKE OTK/IOHEHIA
BPasBMT UM M/I0AA, & TakK>Ke NCUXUYECKMX U (IM3NYECKMX HAPYLLIEHWIA
y pebeHka nocnepo>kaeHns. PekomeHauny no segeHnto 6epemeH-
HOCTU B 3TOM C/yyae LenecoobpasHo BbipabaTbiBaTb Ha MpeHa-
TaflbHOM KOHCUAUYME C MPYBAEYEHNEM HEOHATONOr0B U NeamaT-
poB. B cnyyae HecbaslaHCMPOBAHHOTO KapuoTuna, 06YC/I0B/IEHHOIO
MepecTPOKOA de NoVO WM yHACIe0BaHHOTO OT poauTeneli BCres-
CTBMe CerperaLmm nepecTPOeHHbIX XPOMOCOM, PEKOMEHLYeTCA npe-
pbiBaHVe bepemeHHOCTUW. CnefyeT NOAYEPKHYTb, YTO KapuoTunu-
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Buoncusa xopnoHa nnu nnaueHT!

c N C6anaHcupoBaHHas CeepxuncnenHas
TPYKTYpHbIii
PYKTYP ) XpOMOCOMHas MapkepHas
noanuMopdunam? o

poh nepecTpoiika Xpomocoma

KapuoTtnnupoBaHue poautenei
Y3W 2-ro ypoBHs
KopgoueHTe3

CemeiiHas popma? De novo

NaeHTnukaumnsa touek

pas3pbiBa

n CemeliHas popma <
C6anaHcUpoBaHHbIi KapuoTun CTpykTypHas nepectpoiika

HopManbHblii heHoTun HecbanaHcnpoBaHHbIii

KapuoTun
de novo
C6anaHcMpoBaHHbI kKapuoTmn?
HopmanbHblii theHoTUN
de novo
TecTupoBaHue OPA C6anaHcuMpoBaHHbIl kapnoTun?

AHomanuun passuTtua

Puc. 10.6. MpuHuMnnanbHas cxema NpeHaTanbHON ANAarHOCTUKM XPOMOCOMHbIX
MyTaLuniA.

poBaHuWe poguTenein npn obHapyXeHny 060 XPOMOCOMHOIA ne-
PecTpoiiKM y nnoja aBnseTcs 0653aTeNbHbIM, T.K. UMEeT MPUHLK-
nuanbHOe 3HayYeHre He TOMbKO A1 ANarHOCTUKN NPY HacToALLei
6epeMeHHOCTU, HO 1 11 NPOrHO3a 340p0BbsA OyayLIMX AeTeld. 3a-
4acTyl0 HOCUTENN CTPYKTYPHbIX NMEPecTPOEK BbIABAATCA UMEH-
HO B TaKMX CUTYaLUsX.

HocuTenm XpoMOCOMHbIX MyTaLuid (peLrnpoKHbIX 1 pobepT-
COHOBCKMX TpaHCNOKauuid, M30XPOMOCOM, MapKepHbIX XPOMO-
COM), OTHOCATCA TakXe K rpynne moBbILIEHHOro pucka no OP/
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y nnoga. Hannume XpomMOCOMHbIX NEpecTpoeK NpuBoAUT K 06pa-
30BaHUI0 TFaMeT C YacTUYHOW MAM MNOSHOW aHeynnoungme,
npv nocneayroLLell KOPPeKLUUn KoTopoii Bo3HMkaeT OP/] no xpo-
MOCOMaM WU/IM CerMeHTaM XpOMOCOM, BOB/IEYEHHbIX B MEPECTPOIA-
Ky. B aTux rpynnax, a priopri umetowmux puck OPy nnoga, Lene-
c000pa3HO 3apaHee MNpeaycMOTPeTb MOAyYeHMEe MYMNOBUHHONM
KPOBW OJHOBPEMEHHO A8 LUUTOTFEHEeTUYECKOW M MONEKYNSPHOW
4NArHOCTUKU BO 136eXaHue NOBTOPHbIX UHBA3UBHbLIX MaHUMNYNSA-
LW,

OC06eHHOr0 BHUMaHMUA 3acny>KmealT PoOEpPTCOHOBCKME
TpaHcnokaummu ¢ yyactmem xpomocom 14 n 15. MNpu 3TOM pUCK
OPL coctasnset 0,65%, ecnn abeppaHTHas Xxpomocoma 06paso-
BaHa HEromo/IorMYHbLIMM XpoMocoMamu, 1 66% —ecnv oHa npea-
CTaB/ieHa TpaHC/oKaLunein Mexxgy romonoraMmm nam n3oxXpomoco-
moii (Vellisariou V., 2003). B cny4asax 06Hapy>XeHWs Npu NpeHa-
Ta/lbHOM KapuoTUMUPOBaHUN TaKUX CTPYKTYPHbLIX MepecTpoek,
HacnefyeMblX UM BO3HMKLIMX de Novo, peKOMeHAYeTCA TeCTMPO-
BaHune OP/.

10.3.5. CBepxync/eHHble MapKepHble XPOMOCOMbI

MapKepHbIMU XpOMOCOMamMu 06bIYHO Ha3blBaOT CBEPXYMUC-
NEHHble XPOMOCOMbI HEM3BECTHOIO NPOUCXOXAEHUA. HekoTopble
N3 HUX ABMAIOTCA PE3yNbTaTOM BHYTPUXPOMOCOMHbIX, Apyrune —
MEXXPOMOCOMHbIX NEPECTPOeK. Y CNOBHO MapKepHble XPOMOCO-
Mbl MOXXHO NOAPa3feNTb Ha HECKO/IbKO rpymn:

1) no nponcxoxaeHuto (BO3HUKLLIKNE de NovOo U Hacnefyemble),

2) No ¢opmMe reHOMHOWN MyTauun (MO3auvyHble ¥ HEMO3auy-
Hble),

3) no mopgonorum (CNyTHUYHbIE, T.e. COfepXKallne KOPOTKMe
naeyn aKpoLEHTPUYECKMX XPOMOCOM, U HECATENIUTHbIE).

MapKepHble XpOMOCOMbI B NpeHaTasbHOM Mepuoje BblfBNSA-
toTca ¢ yactoTol 0,6—0,96:1000 (Hsu L.Y.F., 1992). B 3aBucumoc-
TN OT FEHeTUYECKOro MaTepmana, BXOAALLEro B COCTaB MapKepHOI
XPOMOCOMbI, OHW MOTYT COMPOBOXAATbCA MOPOKaAMM U/ 3aEPXK-
KOV pa3BMTUA M0Aa, UMETb Cepbe3Hble KIMHUYEeCKMe NposBe-
HUS cpasy Noc/e poXAeHWs, 3aTparmBaTb TONbKO PenpomsyKTuB-
HYIO UNN MEHTaNbHYIO (YHKLWUU, 60 PEeHOTUNNYECKN HUKAK
He npoaBnATbCA. OnpegeneHne NPUPoLbl MapKepHbIX XpPOMOCOM
BCerfja npefcTaBnfeT 3HauuTe/bHble TPYAHOCTU, OfHAKO WX
NOEHTUMUKALUA NPU NPeHAaTasbHOM KapuoTUMNUPOBaHUU, Aaxe
€C/IN OHWM OTHOCATCHA K CeMeliHbiM hopMam, MMeeT MPUHLMNN-
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afbHOe 3HauyeHue AN TaKTUKKW fanbHelwero BefeHns 6epemeH-
HOCTW.

Mpn 06Hapy>XeHUN MapKEPHOW XPOMOCOMbI Yy M104a He06Xo-
OUMMO KapuoTUnMpoBaTb poauTeneild Ans yCTaHOBMAEHWSA Mpowuc-
XOXAeHWs Mapkepa (cemeiiHas dopma uam myTauus de novo),
MpoBeCTU MAEHTU(MKALNIO MapKepa BCEMWU AOCTYMHLIMU MeTo-
famun u onpegenuTs hopMy aHeynnonamm (NoaHas unm mMosamy-
Has).

MporHo3 6onee 6naronpusaTeH, ecnn oANH U3 HeHOTUNNYECKN
HOPMaNbHbIX poanTeneit (a TakKe ero pOACTBEHHUKMN C HOPMaSib-
HbIMU PENpOAYKTUBHON (BYHKLUER W WHTENNEeKTOM) SBASeTCS
HOCUTENEM MAEHTUUYHON MapKepHO XPOMOCOMbI, NMPeACTaB/eH-
HOW B TOI Xe hopme (MO3anyYHOW NN NOSTHOWN).

W3 6 cnyyaes N[ HacnefoBaHNe MapKepHO XpOMOCOMBbI Hau-
6osee NONHO —B TpeX MOKONEHUAX —HaM yAanocb NpocnesnTb
TONbKO B ABYX cembsx (puc. 10.7, 10.8). B oaHoi u3 cemeld, rae
MOHOCATeNNINTHas MapKepHas XpomMocoMma cojepxana KOpoTKoe
n1e40 XpOMOCOM 13 nam 21c HeaKTUBHbIMW AAPbILLIKO0Opa3yto-
WwmmMmn panoHamu, MJA nposogunack asaxasl (puc. 10.7). MNepBas
6epeMeHHOCTb 3aKOHYMIAaCb CPOYHbBIMY poAamMm 340POBOI AeBOY-
KW, yHacnefoBaBLUEeil MapKepHYI XpoMOCOMY, BTOpas - poxje-
HWeM 340pPOBOro MajibyMKa C HOPMasibHbIM MY>XCKUM KapuoTu-
nom. B gpyrom cnyyae (puc. 10.8) MapkepHas XpomMocoma okKasa-
nacb OMcaTennnTHOM, NpM 3TOM AAPbILIKOO6Pa3yoLLme paioHbl,
npuHagnexaline xpomocomam 14 nam 22, npoasnanuv pasfinyHyto
aKTUBHOCTb P-reHoB. K coXaneHuto, BeCb FeHeTUYECKMIA MaTepu-
an MapKepHbIX XpPOMOCOM UAEHTUMULMPOBAH He Obl, YTO HE no-
3BO/INJIO YCTaHOBUTb MOJHYIO MAEHTUYHOCTb MapKepHbIX XpOMO-
COM Y M/I040B M UX Matepeil. OfAHaKO Hanmune B POAOC/OBHbIX
npefcTaBuTeneli C HOPManbHbIM KapMoTUNOM AaBano OCHOBaHWe
npegnonaratb, YTO MapKepbl He COLEPXKann y4acTKOB, AucbanaHc
Mo KOTOPbIM 6bl1 6bI HECOBMECTUM C XXWU3HLIO UIN HOPMa/bHbIM
MCUXOMOTOPHbLIM Pa3BUTHEM.

3T npuMmepbl MOATBEPXAAOT MHeHWe 06 OTHOCUTENbHON
HelTPanbHOCTN HacnefyemMbiX MapKepHbIX XPOMOCOM, €C/IN OHM
ABNAOTCA MPOU3BOAHLIMU KOPOTKMX Maey Xpomocom rpynn D
n/innn G (CarreraJ.M., Di Renzo G.C., 1993). OgHako pyHKL -
OHa/bHbIA gncbanaHc No pubOCOMHbLIM FreHaM B HEKOTOPbLIX Cy-
yasgx MOXET COMPOBOXAATbCA HeBblHALIMBaHNEM GepeMeHHOCTH
Y XeHLWMWH-HOCMTenelk Man HebnaronpusaTHO CKasblBaTbCA Ha
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Puc. 10.7. HacnegoBaHve U neHTU(UKaLNS MapKepHOi xpomocombl der (13 or
21) B cembe 2286. KneTku uutoTpoobnacta (A, b) (16 Hen. 6epeMeHHOCTM).
F1SH c rDNA (A) n c AHK-30Hgom D1371/D2171 (B).

Puc. 10.8. HacnefoBaHvne MapKepHOI XpOMOCOMbI B ceMbe 4172.
®parmeHTbl MeTadasHbIX NAACTUHOK M3 NUMEOLUTOB nepudiepuyeckoin Kposm
(A, B) n knetok untoTpothobnacta (B). Okpacka QFH/AcD.
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pasBuTUN Naoda u/unu HOBOPOXAeHHOro (JlanyHosa H., 1989;
HasapeHko C.A., 1993).

CTaHAapTHbIV anropuT™M UAEHTU(HMKALUN MApPKEPHO XpOMO-
COMbI BK/HOYaeT pasfinyHble MeToauyeckme npuems! (puc. 10.9).
Ha nepsom 3Tane ycTaHaBNMBaeTCA Haauune SAPbILLKOO6Pasyto-
LMX pailoHOB XPOMOCOM, A1 Yero Ucnosb3yeTcs Metos Ag-oKpac-
Kn. OHaKO M3BECTHO, YTO He Bce AOP aBnaoTca Ag-NonoXxuTe b-
HbIMU, T.e. COAEPXaLLMMN aKTUBHbIe KacTepbl pUOOCOMHBIX re-
HOB. B aT0i1 cuTyauun pekomeHgyetca nposegeHue FISH ¢ pAHK-
30HAOM. CrefyloWwnM LWaroM B WUAEHTUMUKALMMN CaATENIUTHBIX
MapKepoB AB/IAeTCA YCTAHOB/IEHNE MPUHALNEXKHOCTU K KOHKpeT-
HOIi akpoLeHTpuyeckoii aytocome metogom FISH ¢ AHK-30HAa-
MU, CneunpuyeckumMm K NnpuLEeHTPOMEPHBbIM palioHaM BCeX aKkpo-
LleHTPUKOB. HecatennntHasa MapKepHas XpoMOCOMa MOXET COCTO-
ATb U3 MaTepuana noboro yyactka reHoma. Mpexzie BCero, peko-
MeHayeTca nposect FISH ¢ pasnnyHbIMU NPULEHTPOMEPHbLIMU
OHK-30H4aMK, 4TO MO3BOJIMT YCTAaHOBWUTL €e MPUHAANEXHOCTb
K KOHKPeTHOW xpomocome. OTCYTCTBME CUTHanNa, crneungunyecko-
ro Ans NPULEHTPOMEPHOrO palioHa Kakon-nnbo n3 24 XxpoMocom
(22 ayTocomsbl, X 11 Y), MOXeT YKa3blBaTb Ha Han4uue y MapKepHoii
XPOMOCOMbI Y4acTKa C HeOLeHTPOMEPHOIN aKTUBHOCTLHO.

Bo Bcex cnyyasx MapKepHbIX XpOMOCOM HEO6XOLMMO YCTaHaB-
NMBaTb Ha/lnyme 3yXpoOMaTMHOBOIO MaTepuana, 4YTo He Bcerja
focTuraeTca Metojamu AudepeHLnansHOro okKpawmBaHuA.
Mpo6nembl MAEHTUHOUKALUN MAPKEPHBIX XPOMOCOM, 0COBEeHHOC-
TV METOAMYECKMX NPUEeMOB, BK/IOYasa NonyyeHne n npuMeHeHne
MUKpogucceKuMoHHbIX A HK-Npo6, a Takxe pasnnmyHble BapuaH-
Tbl MeTof0B FISH, geTasbHO pacCMOTpPEHbI B CneLuanbHbIX MeTo-
OnyecKux 1 yyebHbix nocobuax (Pyéuos H.b., 2004; Py6uos H.b.
n ap., 2005).

Mocne naeHTMMKaLUM B CEMENHO MapKepHOl XpOMOCOMe
3yXpPOMaTUHOBOI0 MaTepmana Heo6xo4MMo yoeanTbCS, YTO ee Ha-
nn4mne B KapuoTMne naoja He NPUBOANT K YAaCTUUYHOI TPMCOMUMN,
a OTCYTCTBME — K 4aCTMYHOW MOHOCOMMMW MO cofepXalmmcs
B Mapkepe cermeHtam. B Tex cnydyasx, Korfja mapkep Aasnsfetcs
MPON3BOAHbLIM XPOMOCOM, A/ KOTOPbIX U3BECTEH 3(PHEKT UM-
MPUHTUHTA, PEKOMEHAYETCA UCK/OYeHNe cermeHTHol OP/.

O6wwii puck aHoManwuii pasBnTnA y Nao4a NPy CBEPXYUCEH-
HbIX MapKepHbIX XpOMOCOMaXx, BO3HMKLIKX de novo, cocTasnseTt
0K0/10 8% [na caTeIMTHBIX MapKepoB (COCTOALLMX U3 KOPOTKUX
nney akpoLEeHTPUYECKUX ayTOCOM, HECYLUMX PUBOCOMHBIE TEHbI)
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CBepxuucfieHHass MapkepHasi XpomocomMa

Ag-A0P okpacka

An'-A0P
Nl
FISHCrDNA
rDNA
FISH cAHK-30HgaMu, rDNA’
cneunduUHbIMN K LEeHTPOMepPHbIM
paiioHam xpomocom rpynnDnG f/SH cAHK.30Hgamn1
cneymuyYHbBIMMN K LeH TPOMEPHbIM
\ I palioHam Bcex XpoMocom Habopa
*
Cc cen"” \
il- cen
mar<17p

FISH ¢ T
noKyc-cneyuuyHbIMun Mukpoguccekuma n
NPULEHT POMEPHbLIMU «obpaTHas» FISH

AHK-30HAamu

CpaBHWUTEe/NbHAsA reHOMHas
mar>17

MHOFOLI,BETHEIEFlSH c rupuausaius (CGH)
palioH-cneynunyHbIMU MHorouBseTHas

[ HK-30HaaM1 (MCB) rubpuansayms

XPOMOCOM-CMeuntnyHbIMU
OHK-30HgamMu (M-FISH)

TecTwupoBaHWe cerMeHTHoM
oPJ,

Puc. 10.9. Anroput™ naeHTU OUKaLUN CBEPXUMCNEHHBIX MAPKEPHbLIX XPOMOCOM.
O603Ha4YeHna Ha CXeme:

rDNA+—Hannyve KnacTepoB pu6OCOMHbBIX F€HOB,

rDNA- —oTCyTCTBME PUBOCOMHbIX FEHOB,

cen+—Hannume LEHTPOMEPHOro palioHa Kakoi-nn6o 13 Xxpomocom,

cen- —OTCYTCTBME LLEHTPOMEPHOrO paiioHa,

17p - KOpOTKOe nneyo XpoMocoMbl 17 Kak penep 415 OLLeHKU pa3Mepa MapKepHoi
XpOMOCOMbI (mar).
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n 27% —pana HecatennuTHbIX MapkepoB (Carrera J.M., Di Ren-
z0 G.C., 1993).

10.3.6. AnropvtTMm npeHaTanbHOM ANarHoCTUKM

XPOMOCOMHbIX 60/1E3HE

Ha ocHOBe MHOro/IeTHero onbITa HaMu paspaboTaH anropuT™
N NpeanoXeHa onTUManbHas cxema MHBasnBHowW MM xpomocom-
HbIX 60n1e3Hei. Ee BaXKHbIMM COCTaBNSOLWNMN ABAIOTCS:

1) npuroToB/ieHNe XPOMOCOMHbBIX MpenapaTtoB «MNpPAMbIM»
cnoco6bom (B coueTaHmm ¢ guddepeHUnanbHON OKpackoid OH no-
3BO/ISIET MPOBOAMTL AETa/lbHbIA aHanM3 KapuoTuna yxe 4depes
3-4 4y nocne NoNy4YeHUs NJOAHOro Marepuana);

2) KapvmoTMNMpOBaHMe C UCMOJIb30BaHWEM aBTOMAaTUYECKON
CMCTEMbI aHa/IM3a N306paxxeHNiA 1 NPOrpaMMHbIM 06ecneveHneM
NS KApUOTUNUPOBAHUA B UHTEPAKTUBHOM PEXUME;

3) nocnepoBaTefibHaA AMArHOCTUKA MOHOFEHHbIX U XPOMO-
COMHbIX 60n1e3Hel y nnoga 6e3 He06X0AUMOCTN MOBTOPHbLIX WH-
Ba3WBHbIX BMELLATENbCTB C Lie/Iblo NoNyYeHns 06pa3LoB NNoLHO-
ro matepuana.

ANropuTM BK/IIOYAET HECKO/IbKO MOC/ef0BaTeNlbHbIX 3Tanos
(puc. 10.10). LInToreHeTMYeCKMiA aHanM3 HauYMHaeTCa C aHanmnsa
AnhdepeHUNaNbHO OKPaLEHHbIX XPOMOCOM Ha «MpAMbIX» Mpe-
napartax 13 XopvoHa unm niaueHTsl. MNpy HopMasbHOM KapnoTu-
ne y njoja PeKOMeHAYeTCA MpOoLO/DKeHNe 6GepeMeHHOCTHU.
Mpn HefOCTaTOYHOW MUTOTUYECKON aKTUBHOCTM B K/ETKax Lu-
ToTpohob6/1acTa peKoOMeHAyeTca MoBTopHasa 6uorncusa. B cnydae
OfHOTUMHOI XPOMOCOMHOW MaTo/forMm BO BCEX MPOaHann3mpo-
BaHHbIX MeTaasHbIX MaCTUHKAX PEKOMeHAYeTcs npepbiBaHue
6epemeHHoCTU. Tpyn 06Hapy>XeHMM B 06pasLax XOopuoHa WAu
NaaueHTbl CTPYKTYPHbIX MEPECTPOEK UM CBEPXUUCNEHHBIX Map-
KEPHbIX XpPOMOCOM 06s3aTe/ibHbIM 3Tanom 06cnef0BaHUA ABAA-
eTCA KapMoTUNMpOBaHMe poguTenein n ¥3W BToporo unm akcnep-
THOro YpoBHA. Kak npasusio, npegfiaraetca nposefeHne Kopao-
LeHTe3a 419 YTOYHEHMS KapuoTuna nioga. AHanornyHas Taktu-
Ka (Y3 2-ro nnm aKcnepTHOro ypoBHS U KOpPAOLEHTE3) Leneco-
obpasHa 1 B ciyyasax 06HapyXeHuUs XpOMOCOMHOIo Mo3anum3ama
B nnaueHTe. Mo pesynbTaTaM KOPAOLEHTE3a C YYeTOM AaHHbIX
Y3W pekoMeHAyeTCa NPoLo/IKeHNe 6GepeMEHHOCTHN UK, B CNyYae
NOATBEPXKAEHNA NATONOMNU, ee NPepbIBaHUe.

Ecnv nokaszaHuem K MHBa3uBHoW M [ ABnseTCs BbICOKMA pUCK
MOHOTFEeHHOW 60M1e3HN Y N0A4A, TO MOC/E UCK/TKOYEHUS OCHOBHO-
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ro guarHosa metogamv JHK-guarHocTuky, LienecoobpasHo npo-
BECTU aHa/IM3 KapuoTuna y Takoro nioga. CoueTaHMe MOHOTEH-
HOVi 6ONE3HM 1 NATOMOTUK KapMOTKNa 'y 04HOTO M TOTO Xe Mioja
B A€MCTBUTENBHOCTM BCTPEYAETCS He Tak PefKo. BuacTHoOCTH, Ha-
MW 3aperucTPUpoOBaHO HECKO/bKO C/ly4yaeB XPOMOCOMHOW maTo-
norun nnogay 6epemMeHHbIX, HanpaBieHHbIX Ha M, remogunuy,
MUOAUCTPO(GMY [toLIeHHa, MyKOBUCLMAO3A U (HEHUKETOHYPUN.

Puc. 10.10. MpurHUMNManbHas cxema WHBa3WBHON MpeHaTanbHOW AMarHOCTUKK
HacnefCTBEHHbIX BonesHeil.
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MoaTtomy BO M36eXaHne NOBTOPHbIX MHBA3WBHbIX BMELLATENbCTB
npu nnaHupoBaHuu [MJ[, MOHOTeHHbIX 60ne3Heil HeobXoaUMOo
npeaycMoTpeTs MONy4YeHWe Matepuana, NPUrofHOro He TOMbKO
ana AHK-gmuarHocTnku, HO U LMTOreHeTUYECKOro aHanmsa.

3AK/TIOYEHNE

LinToreHeTnyeckme nccnefoBaHus C Lenblo KapuoTunmposa-
HUS Mnoja —OAMH U3 BaxkHenwmx pasgenos MA. Ha ux gonto
npuxognTtcsa 6onee 90% BCeX MHBA3UBHbLIX MArHOCTUK, YTO 00b-
ACHAeTCA 60NbLWWM YAeNbHbIM BECOM 6EepeMeHHbIX, WMeroLwmnX
BbICOKWIA pUCK poXXaeHNs pebeHKa C XpOMOCOMHO NaTosiornei.
MpeHaTanbHble UUTOreHeTUYecKne uccnefloBaHUs MpPoBOAATCSH
no crefyloWmyM OCHOBHbLIM MOKa3aHWsM: BO3pacT GepeMeHHOW
ctapwe 35neT (1), HannuMe B ceMbe pebeHKa 1Y BbiSBIEHNE MPU
npegbigyLueil 6epeMeHHOCTM NA04a ¢ CMHAPOMOM [ayHa v apyru-
MU XPOMOCOMHbIMWU 60Ne3HAMU (2), Hann4ure B aHaMHe3e pebeH-
Ka C MHOXXeCTBEHHbIMW BPOXKAEHHbIMM Nopokamu (3), aHomanuu
KapuoTuna y poguteniein (4), BbICOKMIA pUCK poXxKaeHNs pebeHka
C XPOMOCOMHOW 601€3HbI0 N0 pe3ynbTaTaMm OMOXMMUYECKOTO
CKPUHMHTA (5), NOPOKMN UM OTKITIOHEHUS Pa3BUTKA, BbISIBJIEHHbIE
npv ynbTpasByKoBOM uccnefoBaHuu y nnoga (6). MogpobHo pac-
CMOTPEHblI 0CO6EHHOCTU (HOPMMPOBaHWA KaXA0N W3 nepeync-
NEHHLIX TPYMM C yKa3aHWem 3MMUPUYECKOro pucka XpoMOCOM-
HOI naTonoruu y nnoga. MpusegeHbl 0CO6EHHOCTU LLMTOreHeTM-
4ecKOro aHanu3a KIeToK pasfiMyHbIX TKaHel naoga, noyyvaemMbix
C NOMOLLbIO MHBA3MBHbIX BMELLATeNbCTB Ha pa3HbIX CpoKax bepe-
MeHHOCTWN. OTMeYeHbl NMPENMYLLECTBA U He,OCTaTKU CYLLECTBYIO-
WMX LMTOTEHETUYECKNX METOAOB, NMPUMEHSAEMbIX ANA KapuoTu-
nupoBaHus nnoga. O6paliaeTcs BHUMaHWE Ha HECOMHEHHble
npenMmyLLecTsa YCKOPEHHOro npsamMoro MeTtoja MpuroToBAeHUS
XPOMOCOMHbIX NpenapaToB M3 BOPCMHOK XOPWMOHA/MNALEHTbI
M BbICOKAs paspellarllas Cnocob6HOCTb AuddepeHUnanbHOMR
OKpacKu XpoMOCOM Ha Takux npenaparax C NMOMOLLbIO HYK/eo-
TUA-CneunpuyHbIX (yopoxpoMos. CoueTaHHOe UCMO/b30BaHe
3TUX METOAUYECKUX NPUEMOB MO3BONAET 3PPEKTUBHO U JOCTA-
TOYHO 3KOHOMWYHO pelmnTb npobnemy LuToreHetuueckon MA
B | n Il TpumecTpax 6epeMeHHOCTU. KpaTKo paccCMOTpPeHbl OCHOB-
Hble MPUHLUMNbI LUTOreHeTM4eckon MM, KoTopbie BKAKOYAOT CO-
CTaB U KBanuukauuo nepcoHana, ob6opynoBaHWE, peakTUBblI,
nokasaTefin KauyecTBa LMTOreHeTUYeCKNX uccnesosanHmnin. Cnewym-
anbHbI pasgen rnasbl NOCBALLEH ANarHOCTUYECKMM npobiemam,
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BO3HUKAIOLLUM NPY OLLeHKEe Pe3yNbTaToB LMTOreHeTUYECKOrO ne-
cnefoBaHWs nnoga. MnaBHble U3 HUX: CTPYKTYPHbIE MEPecTPoiK,
BO3HMKLIME de NOVO, CBEPXYUCNEHHbIE MapKEPHbIE XPOMOCOMbI,
MO3auLM3M XpOMOCOM, B TOM YMC/IE MO3aULM3M XPOMOCOM, Orpa-
HWYEeHHbI NNaLeHTOl, N OAHOPOANTENbCKas anucomus. Moapoob-
HO paccMOTpeHa Kaxpgas W3 3TUX MpobneM LUTOreHeTUYeCKoW
MM v faHbl ONTUMa/IbHbIE aTOPUTMbI, NO3BOASAKOLLIAE MUHUMU-
3MpOBaTb BO3HMKAIOLLME CIOXHOCTA W MPaBUIbHO MHTEPNPeTM-
poBaTh MOMYYEHHbIE Pe3ynbTaThl.



[NABA X1. MPEHATA/IbHAA AVNATHOCTUKA
MEHHbIX BOJIE3HEN

11.1. OBLWWE NPEACTABJIEH/A

eHHble 60M1e3HN —HACNeACTBEHHbIe 60/1e3HM, Bbl3BaHHbIE MY T a-
UMMM B OTIe/IbHOM, KaK MpaBusio, O4HOM reHe (MOHOrernHble 6ones-
HW).

Ha oMo reHHbIX HapyLeHUA NPUXOAUTCA B 06LLeli CTOXHOC-
™ po 5% Bceli BpoxgeHHo natonoruu (Boukos H.IM., 1995;
lMvHTep E.K., 2003). 13 HMX COBGCTBEHHO MOHOreHHbIe 60M1E3HU
COCTaB/MAT 0K0M0 1%. Onda M npeacTaBnsiOT UHTEPEC TEHHbIE
601e3HM, NPMBOAALLME K TSHKENOW, HePeAKO CMepTe/IbHOM naTo-
NOruN, B OTHOLUEHMU KOTOPOI MOKa OTCYTCTBYHOT WU BCe €Lle
MasiofOCTyMHbI METOAbI eKapCTBEHHON Tepanuu. M3 6onee 6000
3ab0oneBaHWNii, N3BECTHbIX HAa CErOAHALLIHMWIA AeHb, f0N5 3aboneBa-
HWiA, 6e3ycnoBHO, 3acnyxmeatowmx MM, coctaBnseT He 6onee 1%
(McKusick V.A., 1997). bonee NONOBWUHbLI CNy4YaeB MOHOTEHHOWA
nartonoruu, Tpebyrowmx M, cocTaBnAloT TakMe CPaBHUTENIbHO
YacTble U TAXesNble 601e3HN, KaK MyKOBMUCLMA03, MMOAUCTPOdUSA
[oweHHa—bekKepa, CUHAPOM NOMKOI (hparnnbHoOR) X-Xpomo-
COMbI, remotunmnsa A n B, heHnnKeTOHypus, atakcus ®pugpeii-
Xa, CMWHANbHO-MbILeYHas aTpodums, BPOXKAEHHAA BUPUIN3YIO-
Wwas runepniasnsa Kopbl HagnovyeyHMKoB UM afipeHoreHnTanb-
HbIA CUHAPOM U HeKoTopble apyrue. M MMeHHO 3TUX coumnanb-
HO-3HAYMMbIX MOHOTEHHbIX 3aboneBaHWUii ABNASETCH OCOBGEHHO
aKTya/lbHOIA.

Brepsbie B Poccum MM ¢ mucnonb3osaHvem AHK-metonos
6blna ocylecteneHa B CaHkT-INeTepbypre B 1987 I. Y XXeHLWUHbI
BbICOKOI0 PUCKa Mo POXAEHUIO pebeHKa ¢ MyKoBuCLMA030M. K Ha-
CTOSILLEMY BPEMEHW B CTpaHe MPOBeAeHO yxke cBbiwe 1500 MA
MOHOTeHHbIX 60ne3Heli. bonee 700 N3 HNX BbINOAHEHO B HalleM
LleHTpe. OTO MO3BONWMIO MPefOTBPaTUTL poXAeHue 250 aeTel
C TAXKeNbIMU MOHOTEHHbIMY 60/1€3HAMU, B TOM YKUCNe C MYKOBUC-
UMao30M, PeHNKeTOHYpWeER, remopuanamm A n B, muoguctpo-
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HOCUTE/b HOCUTESb HOCUTE/b
Tt Tt Xy XX
3[0pOBbIi  HOCUTE/Nlb  HOCUTENb 6oneH 3710pOBbIi  340POBbIE  HOCUTENb 6oneH
Puc. 11.1. PeueccuBHbIA TN Puc. 11.2. X-cuenneHHbIi TUn
HacnenoBaHUA. HacnenosaHuA.

thveid [oWweHHa, CMHAPOMOM NOMKOWA X-xpomocombl (Bapa-
HoB B.C. u gp., 1997).

11.2. AHK-ANATHOCTUKA MPU PA3JTNYHbIX

TUNAX HACNEOOBAHNA

3HaunTeNbHOE YMCN0 MOHOTEHHbIX 3a601eBaHNIA HacneLyeTcs
no peueccMsHoMmy Twuny. Mpu aTom Tune HacnefosaHus GoneloT
TO/IbKO rOMO3MrOTHblE HOCUTENMN MyTaL i COOTBETCTBYIOLLETO re-
Ha (puc. 11.1). FeTepo3nroTbl KIIMHNYECKM 340POBbI, HO C PaBHOi
BEPOATHOCTHIO NepefardT CBOMM [JeTAM KaK MyTaHTHbIW, Tak
N HOpMasbHbIA BapuaHTbl reHa (annenn). Takum 06pasom,
Ha NPOTAXEHUN ANINTENIBHOTO BPEMEHWN MYy TaLMs B CKPbITOM BUAe
MOXeT nepefaBaTbCs U3 MOKOIEHUSA B MOKOJIEHUE. BosibHbIe feTK
C BEPOATHOCTbIO 25% pOoXKAAKTCA B TeX CeMbSX, rae 0b6a pogutens
ABNAKOTCA reTepo3MroTHbIMM HOCUTENAMWU MYyTaLWii OJHOTO U TO-
ro e reHa. Bo3MOXKHO TakXe poXaeHue 601bHOro pebeHka B Ta-
KOV Cembe, e TO/IbKO OAMH U3 CYMNPYroB HeceT MyTaLuto, a BTO-
pas MyTauus BO3HWK/A B rameTe ero napTHepa B MOMEHT, Mpef-
LUECTBYIOLWMIA ONNOAOTBOPEHUMO. [loNs Takux cemeil B 06LLeii
rpynne pycka OTHOCUTE/IbHO HEBENINKA, & PUCK NMOBTOPHOTO POX-
feHus B HUX 60MbHOro pebeHKa He npeBbillaeT 00 el YacToTbl
CMOHTAHHOr0 BO3HUKHOBEHWUA MyTaLMii B LaHHOM reHe.
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[na 6onesHeld, cUenMeHHbIX C NOOM, T.e. KOHTPOMPYEMbIX
reHamu, 10Kann30BaHHbIMK B X-XPOMOCOMe, XapakTepHOo TO, UTO
60/1e10T NPEVMYLLECTBEHHO ManbyuMKKn, TOrja Kak HOCUTeNsMu
MyTaunii ABnsTca AeBodku (puc. 11.2). Bee peueccuBHblie anne-
NN X-XpOMOCOMbI Y Ma/Ib4MKOB MPOABAAOTCA, TaK KakK HaxXomAT-
CS B FeMU3UTOTHOM COCTOSAHMM (3TW FeHbl He MEIT CBOMX FOMO-
NIOTOB HA MY>XCKOW Y-Xpomocome). [JeBoUYK/ MOryT 601eTb B TOM
clyyae, ecnv OHW TOMO3WTOTHbI MO TaKoW MyTauuu. Takas BO3-
MOXHOCTb MOXeT OCYLLeCTBUTLCA B CeMbe, rae 60fieH oOTel,
a MaTb ABNSETCA HOCUTE/IbHMLEW MyTauum 1 nepefjana 4o4vepw
CBOM MYTaHTHbIi annenb. Ecnv oTel, 60M1bHON [EBOYKM 340POB,
MOXHO npegnonaratb, 4TO MyTauus BO3HUKNA B €r0 rameTe, Ko-
Topas yyacTBoBana B OMNJOLOTBOPEHUUN. X-CUenseHHble 3abone-
BaHUA y ieBodek (MuoauctTpodus AroweHHa, remopuaus A) mo-
ryT 6biTb CMELCTBMEM COYETAHHOrO MPOABAEHWUA MyTauuu 3TUX
FeHOB y OJHOrO W3 poauTenein n Aeneuuyu COOTBETCTBYHOLLUX
(hparMeHTOB XPOMOCOM Y iPYroro. B aTux pefKux cnyyasx y feso-
Yek, KakK Uy ManbymMKoB, MyTaLum X-CLenieHHbIX reHoB 6yayT
HaxoAWTbCA B FEMU3UTOTHOM COCTOSIHUM.

MpumepHo 1/3 cnyyaeB mogucTpomu [oLIeHHa, a Takxke
remounun A, ABNAOTCA CMEACTBMEM CMOHTAHHbIX MyTaLWii,
BO3HMKLUMX B Mpouecce ooreHesa. MpnunHoin aTux 3abonesaHuii
MOXET 6bITb 1 FOHAAHbIV MO3anLM3M, 06YC/TOBNEHHbIA NPUCYTCT-
BUEM B ANYHUKAX KAK HOPMa/IbHbIX, TaK M MyTaHTHbIX raMeT (CM.
rnasy X).

Mpu JOMWHAHTHOM HacnefoBaHUW NS pa3BUTUA 60M1e3HM foc-
TaTO4YHO OAHOIO MYTaHTHOro annens. Takue 60/bHbIE C BEpOAT-
HOCTbi0 50% pOoXAalTCsH B CEMbSAX, TAe O4WH W3 poguTenein 6o-
neH. OyeHb peaKo 60/1e3HN C LOMUHAHTHBIM TUMOM Hac/efoBa-
HWUA BCTPEYaloTCA B NOTOMCTBE 3[,0pPOBbIX POAUTENEN BCeLCTBME
CMNOHTAHHOW MyTaLun 04HOM 13 rameT. OgHaKO BEPOSATHOCTb MO-
BTOPHOIO pOXAeHUs 601bHOro pebeHKa B TaKOl CeMbe Takas Xe,
Kak u gns nonynauuu B uenom. M AOMUHaHTHbIX 60ne3Heit
NPOBOAMTCA AOCTATOYHO pefKo. 3HaUMTeNIbHO Yallle BCTpeyaroTes
MOHOTreHHbIe 00/1E3HM C YaCTUYHbLIM JOMUHUPOBAHWEM W HEMOMHOW
MeHeTPaHTHOCTbI0. [N NofobHbIX 3a601eBaHWI PUCK poXze-
HWA 60/1bHOrO pebeHKa B OTATOLWEHHOM CEMbe 3aBUCUT OT KOHK-
PETHbIX 3HaYeHWiA 3TUX NapameTpoB, KOTOPble, B CBOK OYepedb,
onpesensaoTcs MONeKYNAPHBIMU MEXaHU3MaMK, NexxaliumMmmn B oc-
HOBe (hOPMMPOBaHMS TakMX MyTauwil, HacnefoBaHWe KOTOPbIX
OTK/IOHAETCHA OT MEH/ENEeBCKOro Tuna.
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B yacTHOCTK, 3TO OTHOCMTCA K 0COBOMY K1acCy MOHOTEHHbIX
3ab60neBaHWi, BbI3BaHHbIX TaK Ha3blBa€MbIMU AUHAMUYECKUMU
myTaumamu. CyTb MyTauuu 3ak/io4aeTcd B HapacTaHWW yucna
TPUNNETHBIX MOBTOPOB, PACMONOXEHHbBIX B PErynsaTOPHbLIX UK
B KOAMPYIOLLMX y4acTKax reHos. Bnepsble Takol Tum MyTauuu
Obl1 06HapyXeH NpW MOMEKYNAPHOM aHaiu3e cuHapoma gpa-
TMIBHOW (TOMKOIA) X-XpOMOCOMbI (CMHApPOM MapTuHa—benn), Ha-
CnefoBaHWe KOTOPOI He MOAUYMHSAETCA 06bIYHLIM MEHAENEBCKUM
3akoHam (Hirst M.C. et al., 1991). B ganbHeiwwemM guHaMU4yecKmne
MyTauuu 6blav OnucaHbl U NPU ApYrux HacneAcTBeHHbIX 3abone-
BaHWAX, KOHTPONMPYEMbIX FEeHaMU, PACMONOXKEHHBIMU Ha PasHbIX
xpomocomax (FopbyHosa B.H., bapaHos B.C., 1997). Ana Tpun-
NEeTHbIX NOBTOPOB, 3KCMNAHCUA KOTOPbIX 6I0KMPYET hYHKLMIO re-
Ha, XapaKTepeH BbIPaXeHHbI MNOMYAALWOHHBIA NOAMMOPHU3M,
NPUYEM YWUCNO anneneii MOXeT BapbMpoBaTb OT eAWHUL, 4O He-
CKONbKNX JecATKOB. [pyroi nx oco6eHHOCTbIO ABNAETCH 4OMM-
HaHTHbIA TUN HACNeA0BaHUA, XapaKTepHbI Kak Ana X-cuenseH-
HbIX TEHOB, TaK W A/1F reHOB, HaxoasLWuxcs Ha aytocomax. Oco-
6EHHOCTBIO NMPaKTUYeCKW BCeX OOMe3Hel «KCmaHcum» ABNSeTCS
Takxke aekT aHTVUMNaumMmM (0>KMgaHus), CMbICN KOTOPOro 3a-
K/MOYaeTcqd B HapacTaHWW THXKECTUM CUMNTOMOB 3ab0neBaHus
B NOCNeAYOLWNX NOKONEHUAX, YTO, KaK 0Ka3anoch, ABNSeTCs pe-
3yNbTaTOM AafibHeliLero yBeiM4yeHns yncna TpunaeTos nocne 1o-
ro, Kak Ux KONM4ecTBO MPeBbICUI0 HOPMa/IbHOE 3HaYeHMe.

11.3. OCHOBHbIE NMOAXOAb! K MPEHATA/IbHOW

AVNATHOCTVIKE MEHHbIX BOMTE3HEN

OcHoBoi meTogoB AHK-amarHoCTUKM, HanpaBfeHHbIX Ha
NOEHTUPUKALMIO MYyTauWiA WAN MONEKYNSPHOe MapKMpoBaHue
MYTaHTHbIX XPOMOCOM, AB/IAETCA NOAMMepa3Has LenHas peakuus
cuHTesa AHK (cokpaweHHo MLP). ictoprnyeckn 6onee paHHWiA
meTog 610T-rnbpugmusauumn no CaysepHy B 3HaUMTeNbHON Mepe
yTpaTtua CBOU NPUOPUTETHI, XOTS U UCNONbL3YETCA A0 HACTOALLENO
BPEMEHU A8 UAEHTU(MKALMM HEKOTOPbIX MyTauuid, npexae
BCEr0 «AMHAMWYeCKMUX MyTaluii», BefyLiMX K 60Ne3HAM 3KCNaH-
cun (CMHAPOM (hparnibHoi X-XpoOMOCOMbI, MMOTOHUYECKasa AucC-
Tpotus, xopes EHTUHITOHa, PS4 HelpogereHepaTuBHbIX 3a60-
neBaHuUi), a Takke remouany A 1 HEKOTOpbIX Apyrux 3abonesa-
HUIA.

MeToga MLP npegnoxeH B 1983 r. amepukKaHCKMUM KCCef0Ba-
Tenem Kappy Mynnucom, ya0CTOEHHbIM 3a 3TO OTKpbITUe Hobe-
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neBckoi npemuyn B 1993 r. MeTog no3BoNfeT M3bMpaTeNbHO CUH-
TesnpoBatb (aMnaMuLMpoBaTh) in Vitro OTHOCUTENBHO He60/b-
wue yyacTkn OAHK, ANUHOK OT HECKOMbKWUX AECATKOB A0 He-
CKOJIbKUX ThbICAY Nap HYK/NeoTULO0B, UCMOJb3YA B KAYECTBE MaTpU-
Lbl No6ble 0b6pasybl AHK, cogepxalme amnanpuumupyemyto rno-
CnefoBaTe/IbHOCTb.

HeobxogumbiM ycnosuem ans nposefeHus TLP asnsetcd
3HaHWe HyKNeoTUAHON Nocnef0BaTeIbHOCTY aMNIMGpULNPYEMO
o6nactn AHK, Tak Kak cneunduyecknii BbI6GOp 3TOr0 y4yactka
OCYLLeCTBAAOT nyTeM rubpugmsaumm matpuyuHon AHK ¢ gsyms
MCKYCCTBEHHO CUMHTE3MPOBaHHbIMM NpalimepaMn —ONroHyKe-
OoTUAHbIMM nocnepoBaTensHocTaMM AHK, anuHoii oT 15 go
30 nap OCHOBaHWi (M.0.), KOMMAEMEHTapHbIMU 3’-KOHL,aAM amn-
ANPULMPYEMOr0 y4acTKa Ha CMbIC/IOBO M aHTUCMbIC/I0BOW HU-
Tax AHK cooTtBeTcTBeHHO (puc. 11.3). PaccTosHue mexnay npaii-
Mepamu onpegenset A/IMHY CUHTE3NPYEMbIX MOJIEKY.

MeTog MLP cTan o4HMM M3 OCHOBHbIX B MOJIEKYNIAPHOI gmnar-
HOCTUKE HacneAcTBeHHbIX 00/e3Heil. PaspaboTaHbl UM LUIMPOKO
MCMOMb3YIOTCA B NPAKTUKE Pa3IMYHbIE BapUaHTbl JAHHOI0 MeTo-
[a, nossonawwme 6bICTPO U 3NPEKTUBHO UAEHTUDULMPOBATH
myTauuu, usydate OAHK-nonnmopgunsmel, nNpuMeHsemble NS
MO/EKY/IAPHOr0 MapKUPOBAHUA MYTaHTHbBIX XPOMOCOM.

B HacToslwee Bpema B M[, rak 1 B AMarHOCTUKE FEHHbIX 60-
Ne3Hei, CyLLecTBYHOT iBa OCHOBHbIX noaxoa (puc. 11.4):

* NpsiMas AMarHOCTUKa, OCHOBaHHas Ha HenocpeiCTBEHHON

NAEHTU(MKALMN MyTaLnii B ONPeaeIeHHOM reHe;

* KOCBEHHas (Henpsmas) LMArHOCTMKA, B OCHOBE KOTOPOM
NeXWNT MapKUpoBaHWe MYTaHTHOMO reHa (MHorja HasblBae-
Mas MapKupoBaHMEeM «60/IbHOM» XPOMOCOMbI, HeCcyLL el My-
TaHTHbIA reH) C NOMOLLbI0 MOMEKYNAPHbIX Mapkepos (M Ba-
WweHko T.2. n ap., 1999).

11.3.1. lNpamasa guarHocTmka

OCHOBY NpAMOI AMArHOCTUKW COCTaBAseT MAEHTU(MKaLWs
MyTaLmin B camoM reHe. MpeumyLiecTsa MeTofa —BblCOKasa (npu-
6nmxarowasca K 100%) TOUHOCTb, BO3MOXHOCTL 11, npu npeg-
BapuTeNlbHOM TUMWPOBaHWM MyTauuii B CeMbe U 06CnefoBaHUM
TONbKO poauTenei 6e3 aHanm3a obpasua 601bHOMO, a TaKXe Bbl-
ABNEHNE FeTEPO3UTOTHbIX HOCUTENENA.

HepocTaTtok MeToAa —npu OTCYTCTBUM MaXOPHbIX MyTaLuii
reHa TpebyeTcs geTaNbHbIA MONEKYNSPHbIA aHann3 (CEKBEHMPO-
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parmeHT AHK-
06beKr amnandkayum

[leHaTypayns u oTKUr T

npaiimepos

anekTpocopes

Puc. 11.3. MpuHuMnuanbHas cxema noanMepasHoit uenHoi peakumn (MLLP).

Mpamoit meTop
aHanns mytauuu redHa
u

Henpsamoii (KOCBEHHbI) MeToA

aHanun3 MONeKynApHbIX MapKepos,
PacnosioXXeHHbIX pAA0M C MyTaHTHbIM

Mpeumyuwectsa

HepocTtatku

Puc. 11.4. OCHOBHble NOAXOAbl MONEKYNSPHOW [LMArHOCTUKM MOHOTEHHbIX

3a60neBaHuii.

Bbicokas (40 100%) TOUHOCTb
NpeaBapuTensHoe TUNMPOBaHNe
MyTauuii B CEMbe MOXET GbiTb
npousBefieHo nyTem o6ceoBaHNs

poauTeneii 6e3 aHanusa 601bHOTO

3thheKTUBEH NPY HANNUUKM TOUHOI
MH(hopMauun 0 NpupoAae, YacToTe u
noKanusauum HauGonee YacTbix
(MaXXOpHBbIX) MyTayuii reHa nnéo o
Ha/M4MK B HEM NIETKO MY TUPYIOLNX

«ropsaYnx» Touek

reHOM Unn BHYTPWU Hero

MeToz yHUBEpCANEH, €r0 MOXHO
MCN0Nb30BaTh NPY OTCYTCTBUAN
[JaHHbIX O TOUHBIX MONIEKY/IAPHBIX
NOBPEXEHUSX MyTaHTHOTO
reHa v jaxe 0 Toro,

KaK reH TOYHO UAEHTUDULMPOBaH

Heo6Xx0ANMOCTb HaMuNs B CeMbe
6onbHOro npo6aHaa, aHanus AHK
KOTOPOTrO N03BONSET YCTAHOBUTS,
C KaKiM MMEHHO MO/IEKYNIAPHbIM

MapKepoM CUenneH MyTaHTHbI reH
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BaHME) NePBUYHOI CTPYKTYPbI reHa C LeNbio 06HapYXXeHNsA MyTa-
LWl B KOHKPETHOI ceMbe Unu y 601bHOro pebeHka.

B ocHoBe Nt060ro MOHOrEHHOr0 3a60/1eBaHUS NlEXaT HapyLue-
HUS DYHKUWIA FeHa, Bbi3BaHHbIE Pa3IMYHbIMU MyTauuaMu. Tumn
N CMEKTPbI MyTaLWid, paBHO KaK 1 UX PEHOTUNNYECKOE NpOosiBe-
Hue (TAXKecTb 3aboneBaHus), crieUunUUHbl ANS KaXKAOro reHa
N B 3HAUYNTENLHOWN CTENeHW OMNpPeAensitTCa YHUKanbHbIMU OCO-
H6EeHHOCTAMM ero NocnefoBaTe/lbHOCTU HYKNEOTULO0B.

I3BECTHO TaKXXe, YTO YacToTa Pas/IMYyHbIX MyTaLUi B KaXX40M
reHe pasnnyHa. CyLlecTBYIOT TaK Ha3blBaeMble Ma>KOpHble My T a-
UMM, 4YacToTa KOTOPbIX OCOGEHHO BbICOKA, MpeAcTaBfsAwoLMe
60/1bLUYI0 MArHOCTUYECKYH LLEHHOCTb, Y MUHOPHLIE, UK cnopa-
AMNYEeCKNe eJMHUYHbIE MyTaL WK, BCTPeYatoLmecs cpaBHUTENbHO
peako. [ns MHOTUX FEHOB, OTBETCTBEHHbIX 3a HAC/MeACTBEHHbIE
3a00/1eBaHUs, CNEKTPbI MyTaLUiA Y>Ke XOPOLIO U3YyUeHbl 1 paspa-
60TaHbl ONTUMasbHbIE aNTOPUTMbl UX MAEHTUDMKALNN.

11.3.2. KocBeHHas anarHoctmka

HenpsAmoi (KOCBEHHbI) NOAX0A B MONEKYNSAPHON fnarHoc-
TUKe UcTopuyeckmn 6osnee paHHUI 1 6onee yHMBepCanbHbliA. OH
OCHOBaH Ha aHanuse MoAMMOp(HbIX caiToB AHK, kKoTopbie
MOTyT pacnofiaratbCa M60 BHYTPM CaMOro MYTaHTHOrO reHa,
AM60 Haxo4uTbCA B HENOCPEACTBEHHON 6AM30CTU OT Hero.
B kauyecTBe NOMMMOP(HbLIX CaliTOB 0ObIYHO BbICTYNAKT KOPOT-
kne AHK-nocnefoBaTesibHOCTM OLHUX U TEX XKE FOMOOTNYHbIX
y4acTKOB XpOMOCOM, OT/AuMyarolmecs no CBOEA MNepBUYHON
CTPYKTYpe.

HenpemeHHbIM ycnoBrem KocBeHHON AHK-gunarHocTnkm aB-
NnseTcs BO3MOXHOCTb uccnefoBaHna AHK 6onbHoro peb6eHka
(NATEH KPOBW, rMCTOMIONMYECKMX NpenapaTos 1 np.). YcTaHoBe-
HVEe MHPOPMATUBHOCTU NPeAyCMaTPUBAET BblABNEHME TAKOr0 Mo-
NUMOPEGHOTO cainTa, KOTOPbIA MOXET 6bITb UCMO/Ib30BAH B Kayec-
TBE MOJIEKYNIAPHOr0 MapKepa Kak MyTaHTHOr0, Tak U HOpMasbHO-
ro annens. B cnyyae ayTOCOMHO-peLLeCCMBHbIX 3a60n1eBaHuii po-
antenu 6yayT onpefenaTbCs Kak reTepo3vroTbl MO LAHHOMY MO-
numopgusmy, a 60/1bHON ByeT roMo3UroTon No O4HOMY M3 Map-
KepHbIX anniefieil. VIMEHHO reTepo3MroTHOCTb N0 MOJIEKY/IAPHBLIM
Mapkepam onpegenseT UHPOPMaTUBHOCTb TOW UAN MHOA CeMbM
BbICOKOI0 pUCKa poXaeHns pebeHka ¢ reHHon natonorveit. B 3a-
BMCUMOCTU OT pacnpegenieHns MapKepHbIX annefein Ha romosno-
FMYHbIX XPOMOCOMax 60/IbHOrO M ero pofuTeneli cemMbs MOXeT
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E-j-0 E-j-0  thj-3

MONHOCTLI0 MH(hOPMaTUBHas YaCTUUHO MHAOPMATUBHAS HeuHdopmatusHas

Punc.11.5. Mpumepbl MHHOPMATUBHOCTMN CEMbU.

6bITb NOTHOCTLIO MHopMaTUBHON Ana AHK-gnarHocTukm, yac-
TUYHO UH(OPMATUBHON UMK HemHdopMmaTusHoi (puc. 11.5).

MpuUHUUNNANBHO BaXHO OMpefennTb MH(OPMATUBHOCTL Ce-
MbW ANnd npoBefeHus nocnegyrowein M. Hepeako npu 3Tom
MPUXOANTCS aHaNN3MPOBaTb B CEMbE BbICOKOIO pucka 60/bLioe
KO/IMYeCTBO MOMMMOPHHLIX MapKepoB A4/ O4HOro reHa, ytobsl
TOYHO OMpeAennTb, C KAKMM KOHKPETHbIM a/l/iefleM Hacneayetcs
MYTaHTHbIA reH, U BblIOpaTb ONTUMaNbHbIA BapuaHT M.

OCHOBHble NpenmyLLecTBa KOCBEHHOr0 MeTofa — BO3MOX-
HocTb AHK-gnarHoctukm 6e3 ToUHOW MAeHTU(GUKaLUM MyTaLuii
B CAMOM FeHe 1 fake Npu OTCYTCTBUM AaHHbIX O TOYHOW UAEHTK-
(hmKaumMm 1 KIOHMPOBAHWM CamMOro MyTaHTHOro reHa. CyluuecT-
BEHHbLIMW HefOCTaTKaMW KOCBEHHOro MeTofa fABMAKTCA HEBO3-
MOXHOCTb AWAarHOCTUKM MpU OTCYTCTBMM 6OMBHOTO pebeHka
(Henb3a TOYHO onpegenuTb, C KakMM MONUMOPMHBLIM annenem
cuUensieH MYTaHTHbIW reH) U BEPOATHOCTb OLUMGKU AMArHOCTUKK
B CBA3M C BO3MOXXHOCTbKO KPOCCMHIOBEpa B Meilo3e 1 MepeHoca
nonmmopHOro caiita Ha 340poBbIii annenb (FopbyHoea B.H., bBa-
paHos B.C., 1997).

11.4. OCHOBHbIE NPUHUMMNbI M4 MEHHBIX BOJIE3HEN

MpuHMMas BO BHUMaHWE BbICOKYH TOYHOCTb MOMEKYAPHbIX
MeTOfO0B, WX 6OMbLIYH YYBCTBMTE/NbLHOCTb, HEOOXOAUMO MOM-
HWUTb, 4YTO 3pgeKkTnBHOCTb AHK-anarHocTUkm y nnoga B 3Hauu-
TeNbHON Mepe TpebyeT COBNOAEHMS CNEAYIOLMX OCHOBHbIX Tpe-
60BaHWIA:

* TOYHOCTb K/IMHUYECKOTO [MarHo3a;
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cBoeBpemeHHoe A HK-06cnef0BaHUe ceMbM BbICOKOTO pUC-
Ka 1 601bHOrO;

NpaBUIbHOCTb OLEHKU pUCKa POXAEHMSA BOMbHOro pebeH-
Ka;

BbIOOP oNTUManbLHOro cpoka Mpi;

* BO3MOXHOCTb MOJIyYeHUss Matepuana nnosa;

YeTKOCTb pekomMeHgaumii nocne MAa.

11.4.1. TOYHOCTb K/IMHNYECKOr 0 guarHosa

MonekynspHas AnarHocTuKka npoBoAMTCA Ha YPOBHe UHAUBUAY-
a/lbHbIX FeHOB, TOYHee, Ha YpoBHe (pparmMeHToB HK camux reHos
nnn 6nmsnexawmx AHK-nocnegosatensHocTen. OTCYTCTBME TOM-
HOro0 K/IMHUYECKOr0 fMarHo3a MOHOTeHHOro 3ab0/ieBaHWs [enaer,
Mo CYTW, HEBO3MOXXHbIM MPUMEHEHME MONEKYNAPHbIX METO0B.

11.4.2. CBoeBpeMeHHOCTb 06cneoBaHUA ceMbu

BbICOKOIO p1CKa

MoHoreHHoe 3abonieBaHne MOXET ObITb PE3yNbTaTOM Pa3HbIX
MyTauuii B 04HOM reHe. NaeHTUUKaLmsa Takux MmyTaLuii B Kax-
[oli ceMbe —Heobxoammoe ycnosue ycnewHoi M. OcobeHHO
BaXXHO, YTOObI MAEHTU(GUKaLUA MyTaumii (Mpsimas AMarHocTrKa)
M MOMEKYNAPHOEe MapKUpPOBaHMe MYTaHTHbIX XPOMOCOM (KOCBEH-
Has AvMarHocTrKa) 6blav NPoBefeHbl NPY HANYUK B CeMbe 60/b-
Horo pebeHka. Moatomy HK-06cnegoBaHme KaXaol ceMby Bbl-
COKOr0 puCKa crefyeT NpoBOAUTb, He AOXMUAAACh HACTYM/IeHWs
cnegytouleii 6epemeHHocTW. Mpu 3TOM 0CO6YH0 AMarHocTUYec-
Kyl LeHHOCTb npefcTaBnaoT obpasuybl JHK camoro 6onbHoro.
B cnyyae oTcy TCTBUSA B CeMbe 60/1bHOT0 pebeHKa 1 HEBO3MOXKHOC-
TU TOYHO NAEH TUMLMPOBATL My Taumuy poguTeneid M/ moneky-
NSAPHBIMM MeTOAaMM1 HeBO3MOXKHA. CBOEBPEMEHHOE Harnpas/ieHne
cemei nam o6pasLoB KPOBM CEMEN BbICOKOIO pUCKa B COOTBETCT-
Bytowme ueHTpbl AHK-gnarnoctnku gna BoISiCHEHNS UH(opma-
TMBHOCTU CEMbM, T.e. ee npurogHocTu ana AHK-gnarHoctnkm —
BaXKHaA (DYHKLMA KaBUHETOB MeAMKO-TeHeTUYeCKOro KOHCY/b-
TUPOBaHWS.

11.4.3. TpaBnbHOCTL OLEHKM pUCKa POXAEHMA

60nbHOro pebeHka

MpaBuIbHOCTL NOCTAHOBKM KNMHWUYECKOTO0 AnarHosa npegno-
naraeT v NpaBW/ILHOCTb OLEHKW PUCKA POXKAEHUA GOMBHOrO pe-
6eHka.
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13BECTHO, UYTO /19 8y TOCOMHO-PEL,ECCUBHbIX 3a60/1eBaHNi OH
cocTasnset 25%, AnS ayTOCOMHO-LOMUHAHTHbIX —50%, ana 60-
Ne3Hel, cuenneHHbIX ¢ X-xpoMocomoii —50% Ans Manb4ymMKoB
n npakTnyeckn 0% ans feBoyek (CM. rnasy V).

Oco6yto CNOXHOCTb A4/ OLEHKMN pucka npeacrasnatoT 60nes-
HWN «3KCNaHCUMW», HacnefoBaHe KOTOPbIX HEPeAKO CYLLECTBEHHO
OTK/IOHAETCS OT 3aKOHOB MeHgens. K uncny Takmx 6onesHeii ot-
HOCATCA CUHAPOM (hparmibHON X-XpOMOCOMbI, MUOTOHMYECKAS
auctpodua, xopes MeHTUHITOHA, pAaf APYTUX HepoaereHepaTus-
HbIX 3aboneBaHuii (MopbyHosa B.H., BapaHos B.C., 1997).

Mpwv oLeHKe pucka 0co60ro BHMMaHWA 3acny>XuBaroT 3abone-
BaHWA, 4119 KOTOPbIX BE/INKA BEPOATHOCTb FOHAAHOr0 MO3aunLms3-
Ma (T.e. MyTaHTHbIE K/IETKW MPUCYTCTBYIOT TOMbKO B HEKOTOPbIX
KNeTOYHbIX K/IOHaX roHaj W He OMpefendAlTcs B COMaTUYECKMX
KneTkax), KakK, Hanpumep, npu MuoguctTpouu [ioweHHa umm
remounun A.

CnefyeT TakXXe YUnTbIBaTb, YTO AN pALa HO30/10MUiA (Hanpu-
Mep, remotunua A, mmoguctTpodua JroleHHa) XapakTepHa He-
06bIYHO BbICOKAA YacTOTa CMOHTaHHbIX MyTaL il COOTBETCTBYIO-
wmx reHos (caktopa VIII cBepTbiBaHUA KPOBU U AUCTPOPUHA,
COOTBETCTBEHHO). [103TOMY [10 pelleHus Bonpoca o N[ B Takux
CeMbAX 0COOeHHO BaXXHO YCTaHOBUTb Ha/nMyune reTepo3vroTHoro
HOCMTe/IbCTBA MyTaLMM COOTBETCTBYHOLLMX FEHOB Y MaTepu.

11.4.4. Bbibop onTuMasibHOro cpoka Ma

Pewarwwym npevmMyLLECTBOM MOMEKYNAPHOW AMArHOCTUKM
ABNAETCH €e YHWBepPCaNbHOCTb, T.e. BO3MOXHOCTb UCMO/Ib30BaThH
4ns aHanmsa nobble JHK-cogepxalme KneTkn opraHuama umm
TKaHU. AHann3 MOXeT 6bITb NPOBeAEH Ha N06OI CTagnmn OHTOre-
He3a, HauMHaa co CTaAuu 3UroThl.

Ye cerofgHs 0kono 30 MOHOreHHbIX 00ME3HENR, B TOM UYMUC/E
M TaKMX YacCTbIX, KAK MyKOBUCLMA03, (DEHUTIKETOHYPUSA, MUOLMC-
Tpogua AroweHHa, remopuanm A n B MOXHO fMarHOCTUPOBaTb
B fjoumnnaHTaunmoHHoMm nepuoge (bapaHos B.C. u ap., 2002).
Vicxofsa U3 MHTEPECOB XKEeHLMHbI, onTUManbHbIM Anga MM mone-
KYNApHLIMU MeTogaMun cuntaetcs | TpumecTp. 370, OAHAKO, Tpe-
OyeT [eTanbHOro MOJIEKYNIAPHO-TEHETUYECKOrO aHanu3a obpas-
uoB AIHK cemMbu BbICOKOro pucka no 3abonesaHUIo eLle 40 Ha-
CTynneHus 6epemeHHocTn. Hepegko AHK-anarHoctuky nposo-
AT 1 Bo Il TpuMecTpe, 0CO6EHHO B Cllydae YaCTUYHO MHDOPMa-
TUBHbIX CeMei, Korfa CyLlecTByeT BO3MOXHOCTb AOMONHUTb
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OHK-AnMarHoCcTuMKy COOTBETCTBYHOLUMN BMOXUMUYECKUMIU (NpU
MYKOBUCLMAO3e) MAn ceponornyeckumu (npu remouium A)
Tectamu.

11.4.5. MNony4yeHne matepuana gna M4 monekynsapHbiMm

MeTogamu

B otanume oT 6uoxummnyeckmx metopos OHK-guarHoctuka
BO3MOXXHA Ha /H06bIX KNeTKax caMoro naoja v ero npoBU30opHbIX
opraHoB. Takue KneTKM MOryT ObITb MOAYYeHbl MPWU MOMOLLM
CTaHAAPTHbIX MHBa3MBHbIX npouegyp (cm. rnasy IX). O6pasusbl
OHK BblgensatoT u3 6uontatos XxopuoHa (NnaLeHTbl), KNeToK aM-
HUOTUYECKOW XMAKOCTN UAN NMMEBOLUTOB NYNOBUHHON KPOBMW.
Mpn HeobXoAMMOCTU LS MONEKYNAPHOr0 aHannsa MOXHO uc-
MoJib30BaTb COCKOG K/IETOK C LMTOMOMMYECKMX NpenapaTos, pa-
Hee UCNO/b30BaHHbIX 419 KAPUOTUMUPOBAHMSA MoAa.

11.4.6. YeTKoCTb pekoMeHaumii nocne npeHaTasibHol

MOJIEKYNSAPHON AMarHOCTUKM

PesynbTatoM npeHatanbHoin JHK-4MarHOCTUKM MOXET 6biTb
MOATBEPXKAEHWNE AMarHo3a nnm ero cHATMe. B nocnegHemM BapuaH-
Te N0 MOXET ObITb FeTepO3nrOTHLIM HOCUTENEM (Y TOCOMHO-pe-
LleCCMBHbIe 60/1€3HU) UK He ObITb HOCUTENEM MYTaHTHOIO reHa.

B nto60oM cnyuae XeHuwMHa (CeMbs) fO/MKHA ObITb B MaKcu-
MaJIbHO KOPOTKMe CPOKM OCBELOM/IEHA O pe3ynbTaTax 4uarHocTu-
KN C OLLeHKOW CTEMeHN pucka poxzaeHus 601bHOro nnoga, rete-
PO3UTOTHOIO HOCUTENSA UAN 3L0POBOr0 pebeHkKa.

B cnyuae BbICOKOro pricka poxaeHus 60/bHOro pebeHKa XeH-
LMHE MOXET BbITb PeKOMEH0BAHO NpepbiBaHNe 6epeMeHHOCTH,
O[lHAKO OKOHYaTe/IbHOE pelleHre O COXPaHeHUN UNu npepbiBa-
HUN 6epeMeHHOCTM BCerga oOcTaeTcs NPeporaTnBol CaMoii naym-
eHTKU (cM. rnasy V). B cnyyae npepbiBaHUs 6epeMeHHOCTU Mpu
HaMYMN COOTBETCTBYHOLLMX YCNOBUIA HACTOATE/ILHO PEKOMEHY-
eTca BepuuKauma AMarHosa MONEKYNAPHLIMU WU OPYTUMMU
LOCTYMHBIMW METOAAMMU.

11.5. TOYHOCTb MOMEKY/IAPHOWN ANArHOCTUKM,

BO3MOXXHblE MCTOUHMKMN OLLINGOK

Mpw Bceii cBoeli 6e3yCNOBHON TOYHOCTM M faXe YHMBepcasb-
HocTW MJ MONeKynspHbIMW METOAaMMN He NMLLIEeHa BO3MOXHbIX
OWNOBOK, FNaBHbIMW NPUYMHAMUN KOTOPbIX MOTYT ObiTb: 1) KOH-
TamMMHaUus nnogHOro o6pasya MaTepuHCKUMMW  KETKaMu;
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2) B C/lyYae UCNOJIb30BaHWA KOCBEHHOTO MeTOo/la —KPOCCUHI0Bep
MyTaHTHOro caiita (ero nepemelleHNe Ha COOTBETCTBYIOLLMIA
Yy4acTOK roOMOJIOTMYHOM XPOMOCOMbI B MPOLecce Menosa).

YunTtbiBas KpaiHe BbICOKYIO YyBCTBUTENbHOCTL MeTogda MLP,
n3bexarb 3arps3HeHns 06pasLoB M0LHbIX TKAHEN MaTePUHCKN-
MW KNeTKaMn MOXHO TONbKO NyTeM TLaTeNbHOro 0T60pa BOPCUH
XOPUOHA MW NNaLeHTbl No4 6UHOKYIAPHOR Nynow ¢ nocnegyto-
WMM OTMbIBAHMEM (U3MONOTMYECKUM pacTBOpoM. OCO6eHHO
Ba)KHO He JOMyCTUTb NoNajaHWsa MaTePUHCKOW KpoBmM npm 3a6o-
pe MyNOBWMHHOI KPOBM M04a NpU MpoOBeLEHUN KOPLOLEHTE3a.
BbiCOKUiA ypoBeHb NpodeccroHanm3Ma onepaTopa v MCMnosb30-
BaHMEe Ka4eCTBEHHbIX peaKkLnii Ha BbIB/IeHVE MPUMECU MATEPUH-
CKOM KPOBW MO3BOMAIOT rapaHTMpoOBaTb UYMCTOTY Martepuana.
PUCK AMarHoCTMYecKnX oW mnb0K BCNefCTBME HEMPABUILHOTO NO-
NYYeHUs NNOAHOro MaTtepuana Ansa MONeKynspHO-reHeTUYecKux
MCCNe0BaHNN MOXET ObITb 3HAUMTENBHO YMEHbLLEH Npu paboTe
B CTEPU/bHBIX YCNOBUAX.

[JocToBepHOCTb MOMEKYNAPHON ANArHOCTMKM NPSAMbIM METO-
[OM, T.e. NyTeM UAeHTU(pUKaLUN MyTaLuii B CaMOM reHe O4YeHb
BbICOKAa. HecMoTps Ha 3TO, yuuTbiBasd BCe MHOroobpasue BO3-
MOXXHbIX U3MEHEHWIi B TeHOME NpW Co3peBaHMM raMeT (KPOCCUH-
roBep) M Ha HayanbHbIX CTaAMAX IMOpUoreHesa (MyTareHHbI -
(hekT), 6onee onpaBfaHHON SBASETCA TOYHOCTb AMArHOCTUKM
0KO0/J10 99,9%. 3HaUYMTENLHO C/MIOXHEE OLleHKa pe3ynbTaToB MoJie-
KYNSPHOWA AMarHOCTUKM KOCBEHHbIM MeToAoM. B cnyyae yyeta
BHYTPUrEHHbIX NOAUMOP(PU3IMOB TOYHOCTb HENPAMOIA fuarHoc-
TUKW [OCTATOYHO BbICOKA, TaK KaK BEe/MYMHA BHYTPUTEHHOTrO
KpoccuHrosepa 419 60/bLUIMHCTBA U3BECTHbIX TEHOB, KaK Mpasu-
no, He npesbiwaeT 0,1%. VickntoyeHne MOryT COCTaBNATbL TONILKO
CPaBHUTENBHO KPYMHble TeHbl, Takue Kak reH AUCTpodumHa,
thakTopa VIII, Helipoubpomarosa u HekoTopble gpyrue. Tak,
owmnbKa fMarHosa npu aHanuse reHa AUCTPogMHa MOXeT J0CTU-
ratb 2%, 4TO COOTBETCTBYET BbICOKOM 4acTOTe BHYTPUIEHHOrO
KpoCcCUHrosepa. BaXKxHO TakXe y4ynTbIBaTb CTEMNEHb POACTBA 60/1b-
Horo n npobaHfa, y kotoporo nposogutcs MA. BennumHa owné-
K1 BO3pacTaeT, ecn MapKepHblii anefb OnpeaensieTca He y cnub-
ca nnofa, ay Apyrux ero poAcTBeHHNKOB. OCOBEHHO OCTOPOXKHO
CneayeT OLEHUBaTb pe3ynbTaTbl HENPSMOWA AMArHOCTUKU C WUC-
MO0Nb30BAHWEM BHEMEHHbIX MONMMOP{HLIX NIOKYCOB. CunTaeTcs,
YTO C YBEPEHHOCTLIO NPOBOAMTL M B 3TUX CNyYasxX MOXHO TOSlb-
KO Npv 04HOBPEMEHHOM TECTMPOBAHWUM HECKOMbKUX NONMMOP®-
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HbIX CaliTOB, hIAHKUPYHOLLUX MYTaHTHbIA reH. O6bIYHO NS MO-
NEKYNAPHOW AMarHOCTUKKM WCMOMb3YIOT MapKepbl, 4actoTa pe-
KOMBUHALMI KOTOPLIX C MyTaHTHLIMU aNfeNisiIMU TeHa He NpeBbl-
LWAeT AeCATbIX UMW COTbIX [ONEN NpoLeHTa.

11.6. KOMBNHVPOBAHHAA ANATHOCTUNKA

B psage cnyyaeB (OTCYTCTBME WAM YacTU4YHasas WHGpOPMaTUB-
HocTb) AHK-gnarHocTnKa HEKOTOPbIX 3a60/1€BaHNI MOXET ObITh
[OMOMHEHA ApYrUMU uccnefoBaHuaMu. B cnyydae remoduinm
A BO3MOXHO MpsAMOe onpegeneHne yposHs haktopa VIII ceepTol-
BaHWs KPOBM B NYNOBMHHOW KpoBM nnoga nocne 20-i Hegenw Ge-
pemeHHocTU. JHK-anarHocTMKa afpeHOreHMTanbHoro CMHApo-
Ma MOXEeT OblTb AOMOMHEHA MPSAMbIM UCC/ef0BaHNEM COZEepKa-
Hua 17-OH nporecTepoHa B amMHMOTUYECKON ugkoctu. M/
CUHAPOMA TIOMKOW X-XPOMOCOMbI HEPEAKO AOMOJTHAKT NPSAMbIM
LUTOreHETUYECKUM aHaNN30M KyNbTypbl NTMM(OLMUTOB NYNOBUH-
Holi KpoBm nnoga, AHK-gnarHoctmka muoguctpodum [oweHHa
NPUHLUMUANBHO MOXeT ObITb ONOIHEHA UMMYHOLUTOXUMUYEC-
KUM aHann3oM 6MONTaToB CKEMETHbIX MbILIL, N1oja.

B cnyyae mykoBucuupaosa [ONONHUTENbHAA WHQopMaLua
0 COCTOSIHUM MJIofa MOXET ObITb NMONy4YeHa NyTemM 6MoXnumMunyec-
KOr0 MccnefoBaHMs aKTUBHOCTU (DEPMEHTOB aMHMOTMYECKOWA
XNAKOCTU Ha 17—19-i1 Hepenax 6epeMeHHOCTM.

11.7. ANMTOPATMbI NA HEKOTOPbLIX COUMANIBHO 3HA-

YNMbIX MOHOFEHHbIX HAC/IEAICTBEHHbIX BOJIE3HEIA

B POCCUI

11.7.1. Mykosucunao3

Mykosucungos (MB) (KMCTO3HBIR hrbpo3 MoLKeny[04HOl
Xenesbl) —Hanb0/1ee pacnpoCTPaHEHHOe, TAXKEN0e MOHOTeHHoe
3ab0n1eBaHne, Hacrefgyemoe rno ayToCOMHO-PeLLecCCUBHOMY TUNy.
YacToTa 3a60/1€BaHMS B pa3HbIX NONYAALMAX, HALUAX U 3THUYeC-
KX rpynnax CyLieCTBEHHO BapbMpyeT, COCTaB/AS B CPeAHEM
1:2—2500 HOBOPOXAEHHbIX Yy MpeAcTaBuTeneinl 6enoil pacsl.
B EBponeiickoii yact P® yactota MB cHwmxaetcsa go 1:6—6500
(MBaweHko T.3., bapaHos B.C., 2002).

MonekynsapHo-reHeTU4YecKUMmn metogamu reH MB kapTupo-
BaH Ha A/IMHHOM niede Xpomocombl 7 (7931.1) B 1985 . B KoHLe
1989 r. naeHTU(UUMPOBAH cam reH MB 1 BbifiBfieHa Hanbornee
yactaa myTtauus —delF508, npuBoasALas K aToMy 3a60N1eBaHuIO.
OxapakTepn3oBaH 6enKOBbIA MPOAYKT 3TOr0 reHa, Noay4vmBLINi
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Ha3BaHWe «TpaHCMeMOpaHHbI PerynaTopHblli 6e10K MyKOBMUC-
unpgosa» (CFTR) (Kerem B.S. et al.,, 1989; Riordan J.M, et al,
1989; Rommens J.M. et al, 1989). MNMomumo wmyTayuu
delF508 B reHe CFTR 06Hapy>XeHO MHOT0 Apyrmux MyTauuii. B oT-
nuumne ot delF508, nogaenstowiee 60MbLWIMHCTBO M3 HUX Mpea-
CTaB/IEHO CMNOPajUYeCcKUMK Cryvyasmu, T.e. BCTpeyaeTcs LOCTa-
TOYHO pefko. K koHuy 2005 r. B reHe CF 1 R ngeHTMdmLmMpoBaHsbl
60nee 1500 TOUEUHbIX MyTaLMil, HECKONLKO AeNeLunii u gynanka-
LR,

K OvarHoCcTuYecKu 3HauMMbIM My Tauuam, nprsogawym Kk MB
B Poccun, nomumo delFSOS (54%) MOXKHO O0THecTu 394delTT,
GbH42X, 2143delT, 2184insA, W1282X, N1303K, 3737delA,
CFTRdel21kb, yacToTa KOTOpbLIX NpesbilaeT 2%. AHanu3 BCero
b 5 myTaymin reHa CFTR (394delJT, delF508, CFTRdel21kb,
2184insA, 2143delT) nossonseT uaeHTUMUMpoaTh 0 70% Bcex
MyTaHTHbIX XpOMOCOM Yy nauueHToB ¢ MB Poccun (MBalyeH-
Ko T.3., bapaHos B.C., 2002).

Ha ocHOBe MonyyYeHHbIX JaHHbIX 0 YAaCTOTax U CeKTpe MyTaLuii
reHa CFTR y nauuneHTos ¢ MB Poccun, a takxke AHK-nonnmop-
(hM3MOB B Pa3/IMYHbIX NONYAALUUAX U Y 6OIbHBIX MYKOBUCLMAO30M
pa3paboTaH ONTUMa/bHbIA anropuTM NPOBeAEHWUs MpeHaTabHO
AmarHocTukm MB B cembax BbICOKOTO pucka (cm. puc. 11.6). JaH-
HbIA 21TOPUTM COCTOUT M3 3 OCHOBHbIX 3TanoBs. Ha 1-m 3Ttane oT-
pabaTbiBalOTCA BapMaHTbl Haubosee NPOCTON M HAAEXHOW nps-
MOW MOMEKYNAPHOM LUarHOCTUKN (MaeHTUduKaums myTaymin),
Ha 2-M (NpW HaMymMm 601bHOTO pebeHKa N OTCYTCTBUU UAEHTU-
(hMUMPYEMBIX MyTauuii) - BapuaHTbl KOCBEHHOW AMArHOCTUKM
(NAP®-aHann3) u, HakoHeL, Ha 3-M (ec/M CeMbs MO/IHOCTHIO He-
nHhopmaTmeHa Ans AHK-anarHocTukn) —nposoguTCca 6UOXUMM-
YyecKas gMarHoCTuMKa Mo akTMBHOCTM (hepPMEHTOB MUKPOBOPCU-
HOK KULIEYHMKa NNo4a B aMHUOTUYECKON XMUAKOCTU. [aHHbIi
anropuTM C UCMO/b30BAHMEM KOMIJIEKCHOrO NMoAxoda v npumMe-
HEHWEM BCEro CrekTpa MeTOA0B - MONEKYNAPHbIX U BUOXUMK-
yeckmx —no3sonseT nposectu M[ Ha 1060 CTagun BHYTPUYT-
po6HOro pas3suTuKs noga.

11.7.2. Muoguctpogmsa AoweHHa-bekkepa

Muoguctpodus [roweHHa-bekkepa —cuenneHHas ¢ rnosiom
MbllleyHas auctpodus. YactoTa 3abonesaHus coctaBnseT 1 Ha
5000 HOBOPOXXAEHHbIX Ma/Ib4MKOB. BblgenatoT ABe KINHNYECKne
thopmbl 3a60/1I€BAHNSA: THKENYHD — MUOAUCTPOGUI0 [loweHHa
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POAVTENU W BONIbHOW PEBEHOK | TO/NIbKO POANTENN

AHANIN3 MAXXOPHbIX MYTALUA FTEHA CFTR

(METOA mNLUP)
MYTAUNI\NHE %
OBHAPYSA[EHDI |
napPe® AHANNZ j
CEMbA HE CEMbA MONTHOCTbIO | CEMbA YACTUYHO \
WH®OPMATVBHA NH®OPMATUBHA WH®OPMATVBHA |
NMPEHATA/IbHASA 1 MPEHATANbHAA
AVNATHOCTUKA » OAWATHOCTUKA
Bl TPUMECTPE Bl TPMMECTPE
OBHAPY XEHA
MYTALVSY TVI00A
NMPEHATAJ/IbHAA MPEHATA/NIbHAA MPEHATANbHAA
ANATHOCTUKA AvnarHocTuka AvarHocTuka
Bo Il TPMMECTPE Bo Il TPUMECTPE Bo Il TPMMECTPE
BUOXMMUNYECKUM 6MOXMMUUECKUM 6MOXNUMUUYECKUM
MeTofOM MeTofOM

MeTogOM
Pnc.11.6. MpuHuMNuanbHaa cxema nNpeHaTtaabHoW guarHocTuku MB.

(MO) w»n ropa3go 6onee MArkyro — muoauncTpouio bekkepa
(MB).
"eH myogucTpothum [toweHHa (DM D) —camblid KpynHbIi U3 13-
BECTHbIX FEHOB Ye/I0BEKa, KapTUPOBaH Ha KOPOTKOM rneye X-Xpo-
MocoMbl B 06nactn Xp21. e DMD kogupyet 6e10K AncTpodum,
BXOAALLMIA B COCTAB CApPKOMEMMbI MbILLIEYHOrO BOTOKHa. Mpu M/,
auctpodun mbo MOSMHOCTLIO OTCYTCTBYET, NGO ferpagmpyet
BCKOpe nocne cuHTesa. Mpu MB, Kak npasuno, AUCTpodpum npum-
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CYTCTBYET, XOTSl U B U3MEHEHHOM, Yallle BCero yKOpOYeHHOM Ba
puaHTe. B 68% cnyyaes B reHe DMD Yy 60/1bHbIX Ma/Ib4YNKOB 06-
Hapy)XX1BaKTCA MPOTHKEHHbIE [efIEHNI, 3aXBaTblBalOLLMe OT Of-
HOr0 40 HEeCKOJIbKMX COCeAHUX 3K30HOB. [eneHnu, 06bI4HO, f10-
Ka/in3oBaHbl B ABYX «rOPSiUMX» pailoHax —B8 061acTu 5 -KoHLa re-
Ha (3K30HbI 6-19) 1 B 3’- KOHUe (3Kk30HbI 40-53). Mpun atom 30%
[eNeHnin BCTpeyaloTCA B NPOKCUMaNnbHON YacTu reHa u 70% —
B guctansHoi (MopbyHoea B.H., BapaHos B.C., 1997).

PaspaboTaHbl 3peKTUBHbIE METOAbI ANArHOCTUKN Aeneunii
B DMD-reHe, ocHOBaHHble Ha MynbTunaekcHol MLIP OcHoBy
MeTofa COoCTaB/IieT O4HOBPEeMEHHOE TecTupoBaHWe 18 3K30HOB
NMPOMOTOPHOI YacTu reHa, YTO MO3BONSET BbIABUTL A0 38% BCeX
KPYNHbIX feneumnii. B cnyyae 0TCYTCTBMS MAEHTU(HULMPYEMOM fe-
NeHUN NPUMEHAIOT KOCBEHHbIV MeTog AHK-guarHocTuku, B Ko-
TOPOM WCMOAb3YIOT BHYTPUTEHHble MNOMMMOP(MHbLIE CaliThl.
pERT87-8/Taqgl, PERT87-15/BamHI, 124/Pstl, 16intron/Taqgl,
N anHykneotngHole CA-noBTopbl B MHTPOHax 49 n 50 —STR-45
STR-50. B cnyyae KOCBEHHOro MeTofa TOYHOCTb AMArHOCTUKMK
cHuaeTcs ¢ 99 1o 94%. Ha ocHOBe COBCTBEHHbIX JaHHbIX pa3pa
60TaH onTumanbHbIAn anroput™m [ MuogmcTpogumn [roweHHa
(cm. puc. 11.7).

11.7.3. Femodounuva A

emogmnms A —cuensieHHoe ¢ nonoM 3abonesaHue, Bbl3BaH-
HOe HacneAcTBeHHbIM AedhekTom hakTopa VIII, BaxHeiiLwero 3Be-
Ha B CMCTeMe CBepThbiBaHWA Kposu. Komnnekc haktopa VIl ¢ mo-
NeKynsapHoi maccoli 6onee 1 M/H. JaNbTOH COCTOUT M3 ABYX KOM-
MOHeHTOB. [NaBHbIi KOMMOHeHT - VIIIC, koaupyeTcs reHom
F8C nokanusosaHHbIM B X-xpomocome. C VIIIC HekoBanieHTHO
cBsA3aH (hakTop BunnebpaHga - VIIIR, Kognpyemblii ayToeom-
HbIM reHoM. ®akTop BunnebpaHga ctabunusmpyet daktop VIl
N perynmpyeTt ero akTUBHOCTb.

l'eH F8C - ofuH 13 Hanbonee NPOTAXEHHbIX FEHOB Ye/10BEKa;
COlepXUT 26 3K30HOB pasmepom oT 69 Ao 3106 HykneoTmaos. O6-
Wwaa AN1MHA WHTPOHOB (HEKOAMPYIOLUMX Y4YacTKOB) COCTaB/seT
177 Tbic. N.0., okono 20% aToi AHK npuxogmTca Ha MHTPOH 22
(32,4 TbIC. N.0.).

M3onupoBaHHble cnyyan remodmnum A coctasnsaoT 3UYo
cemeiHble BapuaHTbl —70%. Okono 10% Bcex ugeHTMMLMpo-
BaHHbIX MyTauuii B reHe F8 ABNAlOTCA feneumsaMn 04HOro WUau
HECKONIbKMX CMEXHbIX 3K30HOB. [NpumMepHO 5% Bcex MyTauwmii



296 nasaX!

CEMbW BbICOKOIO PUCKA
nomat

AHANW3 AENELN TEHA DMD
METOAOM MynbTunekcHol MLP 3’-peakuyms (11 3K30HOB)
1 5’-peakuys (8 3K30HOB)

OENELUNA HE BbIAB/IEHA OENELINA BbIABIEHA

KOCBEHHAA
ONATHOCTUKA
pERT87-8/Tagql,
pERT87-15/BaTH]1,
124/Pstl,

16intron/Tan CEMbA MOJTHOCTbLIO

STR-49. STR-50 VHOOPMATHBHA
MPEHATA/IbHAS
N LVATHOCTUKA
NMHPOPMATUBHA 81 TPMECTPE
OMPELENEHUE MONA
MMOJA
My>KcKoii YXKeHckuii
OMPEAE/NEHVIE MONA
ANOJA
nr
HK-
AHK- AMAF&OCTMKA
AMAFS?ETMKA HOCWTENLCTBA
may,

Puc. 11.7. MpuHUMNManbHas cxema npeHaTanbHO guarHoctukn MAOL,.
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COCTaBNAOT KOPOTKWE [efeummn U JyrnauKaumum reHa, octasibHble
npeAcTaBieHbl TOYKOBLIMW 3aMeHamu. s nofaBnawoLLero 60b-
WMHCTBA MyTaunii reHa FBC xapakTepHO MpakTU4YecKu MosHoe
OTCYTCTBME «TOPAUMX» TOUEK: KaXKAas CeMbsi BBICOKOrO pucKa no
reMo@uanmn A VMeeT CBOKO COBCTBEHHYO MyTauuto. IcknoyeHue
COCTaB/ISET rpynmna NPOTSHKEHHbIX MHBEPCUIA UHTPOHA 22, 3aXBa-
ThIBAOLWMX 3K30Hbl 1-22. ®YHKUMA reHa npu 3TOM MOMHOCTLIO
3a610KMpoBaHa. Takme NHBEPCUU, KaK 0Ka3anoch, NPUCyTCTBYIOT
B 45% cemeit ¢ Tskenoii hopmoin remogpmnum A (Lakich D. et al.,
1993).

MpsMas AmarHoCTUKa MNPOTSXKEHHbIX WHBEPCWMI B reHe F8
ocylLecTBaseTcd MeTofom 610T-rmépuamsaunu ¢ AHK-30H40M
p482.6 nocne pecTpMKLUM CYMMapHOR reHoMHoW JHK 3HL0HYK-
neasamu Bell, Dral, Neol. B ocTanbHbIX ciy4yasx, U3-3a OTCYTCT-
BUA MaXOPHbIX MyTauuii B reHe F8C, valle BCEro Mcnonb3yoT
KOCBEHHbIe MeTO/bl MONEeKYNAPHOI LUArHOCTUKW.

C nomouibto MLLP aHanu3vpyoT nNoanMMop@Hble AUHYKNEO-
TnaHble CA-noBTopbl 3k3oHa 13, Hindlll noaumopgusm B UH-
TpoHe 19, Hbal nonnMopn3m B MHTPOHE 22 1 BHETEHHbIV NOAN-
mMopunsm nokyca DXS52 (Stl4/Taql) (cm. puc. 11.8).

11.7.4. ®eHUNKETOHYPUA

dennnketoHypus (PKY) —oaHo 13 Hanbonee yacTbixX ayTo-
COMHO-peLecCBHbIX 3ab0MeBaHNiA, 06YC/OBNEHHbIX HacneacT-
BEHHbIM [edeKTOM (eHunanaHMHrngpoKcunassl, NpUBOAALLUM
npW OTCYTCTBUM CBOEBPEMEHHO ANETOTEpanum K TAXeNol yMCT-
BEHHOW oTcTanocTn. B Poccun yactoTa 3a6oneBaHuns Konebnetcs
B npegenax 1:8-10 COOHOBOPOXAEHHbIX.

CMApPOKCUNMPOBaHUe (heHWNanaHMHa ABMAeTCA LOCTATOYHO
CMOXHbLIM NPOLLECCOM, B KOTOPOM Y4acCTBYIOT MO KpaliHeil mepe
3 (hepmeHTa. deHunanaHuHrugpokcmnasa (PAH), romononu-
MepHbI (hepMeHT, COCTOALMIA N3 CyObeaHNL, C MONEKYNAPHOA
maccoli 52 k[la, MpoAyuMpyeTcs KneTKamn NeYeHn 1 perynmpyet
npespawieHne L-peHunanaHuHa B L-TuposuH. Ero pgedwmuunt
NPUBOAUT K HAKOMMEHUIO (PEHMNanaHMHa B CbIBOPOTKE KPOBW.
MnepgeHnnanaHMHeMna MOXeT BO3HMKATb Takxe npu geduum-
Te AMrnaponTepuanMHpeayKTasbl 1 Npu gedekrax cMHTe3a 6uon-
TepuHa. 3TN 3a60MeBaHNSA XOTA U COMPOBOXAAOTCA CHUXEHUEM
aKTMBHOCTM PAH, 3HauMTeNbHO OTAMYalTCA OT KacCU4ecKoil
thopmbl PKY 1 He KOppUrUpyoTcs AUETON, NULWEHHON (heHnn-
anaHuHa.
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CEMbW BbICOKOI'O PMUCKA
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AHANN3 UHBEPCUW NHTPOHA 22 TEHA F8
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MWHBEPCUA HE BbIABNEHA | MWHBEPCUSA BbIABNEHA |

KOCBEHHAA
ANATHOCTUKA

Hind!11nommmopdinam
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C/1NoBTOPbI UHTPOH 22

CANOBTOpPbI MHTPOH 13 CEMbA NMOJIHOCTbIO |

VH®OPMATVBHA 1
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ANATHOCTUKA

CEMbSI HE
NHOOPMATMBHA 81 TPUMECTPE
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OMPEAENEHME MONA ]
MNOAA
ir
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AHK- NATHOCTUKA
AVMATHOCTUKA ﬂOCMTEanTBA

FEMO®UNUA

FEMOo®UNNN A

Puc. 1.8. MprHuMnuanbHas cxema NpeHatanbHOW AUarHOCTUKK remotunnm A,
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len PAH TpaHcKpnompyeTca (CUMTLIBAETCA) B renaroumTax
c obpasoBaHuem MPHK pasmepom 2,4 Tbic. N.0. Hanbonee pac-
MPOCTPaHEHHbIA TUN MyTauuii - OAHOHYKNEOTUAHbIE 3aMeHbl
(MMCCeHC-, HOHCEHC-MYTaLMmM 1 MyTauum B caiiTax crniaicuHra).
KpynHbIX CTPYKTYPHbIX MepecTpoek B reHe PAH He HaiigeHo, Xo-
TA MHOTAa BCTPEYatoTCAa OAHOHYK/IEOTUAHbIE Aeneunn.

OTMeuyeH HepaBHOMEPHbIA XapaKTep BHYTPUIeHHOM NOKaim-
3aumm myTaumii. HanbonbLuee YACa0 MUCCEHC-MYTaLNiA BCTpeya-
eTCA B LEHTPaNbHOW YacTy reHa: B 3K30He 7, KOAUPYHOLLEeM yyac-
TOK CBA3bIBaHUA 6enka ¢ KohakTopoM, rae pacnonoxeHo 5CpG-
[ynneToB, a Takxke B 3K30Hax 9 1 12. MpenmMyLLecTBEHHbI palioH
nokanusauuu geneuymin —ak3oHbl 1, 2 n 3 (FopbyHosa B.H., ba-
paHoB B.C., 1997). Han6onee 4yacToi Ma>KOpPHOIA My TaLWei B reHe
PAH saBnseTca myTauua R408Q, koTopas, Mo HaLWMM JaHHbLIM,
BCTPeYaeTCs C YacToTOol 45%.

B MeAWMLMHCKON MpakTWKe WCMOMb3yeTCs KakK mpsmas, Tak
N KOCBEHHas AuMarHocTuka mytauuii B PAH-reHe (cm. puc. 11.9).

Mpu aHann3e cembyu, B KOTOPO OTCYTCTBYIOT /IErKO UAEHTU-
(hmumpyemble NPSAMbIMKA MeTOZaMU MyTauun, MOneKynspHas au-
arHoCTMKa MOXEeT ObITb NPOBeAeHa C MOMOLLbI0 BHYTPUTEHHbIX
MOAMMOP(HbIX CANTOB PecTpUKUUU. VIHpopmaTuBeH Ansa anar-
HOCTMKM, B YacTHocTu, Mspl nonmmopdusm B 8-m 3k30He. Ero
aHanM3 MoxeT ObITb OcyLllecTB/ieH MeTodom TLLP/pecTpukumu.
B nocnefHee Bpems NMosBUINCH JaHHbIE O HAJIMYMI BbICOKOMO/N-
MOpP(HbIX CANTOB BHYTPU UHTPOHOB reHa PAH, KoTopble OKasa-
NNCb 0COBEHHO MOAXOAAWMMWN AN MOJIEKYNAPHOTO MapKUpoBa-
HUA MyTaHTHbIX annenei.

11.7.5. BpoxxgeHHasn runeprniasvia Kopbl HaANOYEeYHVKOB

Bpo>kaeHHas rvnepnniasus Kopbl HagnoveuHukos (BIT'KH), nnn
aipeHOreHN TaNbHbIA CUHAPOM, ABASETCA KAMHUYECKUM CUHAPO-
MOM, Pa3BUTME KOTOPOrO CBA3AHO C HapyLUeHWeM CEKpeLunn Kop-
TUKOCTEPOUZOB BCMEACTBME BPOXAEHHOIO AedekTa (DepMeHTOB,
OTBETCTBEHHbIX 3a OGMOCUHTE3 3TUX FOPMOHOB. B 95% cnyvaeB
BIKH aBnaetca pesynbtaTom feduunta depmeHTta 21-rugpo-
Kcunasbl (LuToxpom P450c21).

Mo CBOMM KNMHWYECKUM MPOAB/EHUAM JaHHOe 3ab0oneBaHue
BeCbMa pa3Hoobpa3Ho. V3BeCTHbl ABe Kfaccuyeckue (hopmbl
BI'KH: conbTepstowas (CT®P) n npoctas supunbHasa (MP) n og-
Ha Heknaccuueckas hopma (HP). HacToTa «Knaccuyeckux» gopm
cocTtaBnsieT 1:10000 HOBOPOXAEHHbIX, «HEK/TACCMYECKOW» -
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Puc. 11.9. MpuHUMNManbHas cxema NpeHaTanbHoi guarHoctuku ®KY.

0Kono 1% B nonynsuun. Hanbonee Tsxenol ABASeTCA CONbTeps-
towas dopma, KOTOpas MPOSIBNSETCA B HapYLUEHWMN CONEBOro 06-
MEeHa rMrnoHaTprYeMM el N TUMNepPKaIMeMIeli, YTO, B CBOKD O4epefp,
00YC/OBMEHO HapyLUEHMEeM CNOCO6GHOCTM NOo4YeK K peabcopbuymm
MOHOB HaTpuMs. B OCHOBe 3TOro NeXWT NOJSiHasa yTpaTa epMeHTa-
TUBHON aKTUBHOCTU 21-rufpokcmnasbl, YTO MPU OTCYTCTBUU
a/1eKBATHOrO fIeYeHNS MOXET NMPUBOANTD K NEeTalbHOMY UCXOAY.
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Mpu NpocToi BUPUALHOW (hOpMe B OpraHW3Me He CUHTEe3Upy-
eTCcA A0CTAaTOYHOE KO/IM4yecTBO KopTusona. Mpu 3ToM Hakonme-
lveca npeflwecTBeHHWKN KopTu3ona: 17-rufpokcunporecte-
POH, MNPerHeHonoH, 17-ruapoKCUNperHeHosioH U MpPOrecTepoH
B CETYaTOM C/l0e KOPbl HAAMOYEYHNKOB KOHBEPTUPYIOTCA B HAf-
MoYyeyHMKOBbIe aHApPOreHbl, noatomy [Nd xapaKrepusyetcs
MporpeccupyoLleli BUpuam3aLmeid n yCKOpeHHbIM comMaTuyec-
KUM pasBuTueM. MNMoHMKeHHaa KOHLEHTpaL WA KOpTMU3ona B Kpo-
BW CTUMYNMPYET CUHTE3 KOPTUKONMOEPUHA rMNOTanamMmycomM, YTo,
B CBOIO O4epefb, BefeT K MoBbIleHHOR cekpeumn AKTT un, cne-
[l0BaTeNbHO, K rnnepnnasun Kopbl HagnoYe4yHuKos.

TpeTbs, Heknaccnyeckas hopma —Hanbonee nerkas no cpasHe-
HWIO C OCTa/lbHbIMU, MPOSABASAETCA B MOAPOCTKOBOM BO3pacTe B re-
pVOZ MOJSI0OBOrO CO3peBaHMA. Y nauueHTOoB Hapsagy C pasnuyHbIMU
K/IMHUYECKUMUN MPOSABNEHUAMM HAbNOaeTCAd YMEPEHHOe MOBbI-
LLEHME B CbIBOPOTKE KPOBW YPOBHSA 17-r1ApoKCUNpOrecTepoHa.

HapylweHusa B paboTe (hepmeHTa 21-rapoKcuiassl BO3HNKa-
0T B pe3ynbTaTe pas/iMyHbIX MyTalMOHHbIX NMOBPEXEHNI B reHe
CYP21B, KogupyoLem faHHbliA hepMeHT. FeH 21-rnapokcrnassi
KapTMpOoBaH Ha KOPOTKOM MJieye XpoOMOCOMbI 6 (yyacTok 6p21.3).
CNoXHOCTb MOEKYNAPHON gnarHocTuku npu BFKH B Tom, uTo

Taomua 11.1
Koppensauuns mytauunin B reHe CYP21B
C KNnHuyeckumun chopmamun BrkKH
MyTaumm Jlokanusauus MyTaLum ®opma 3a6onesaHus (CTD, MNP, HP)
delB - CTo
P30L 89 C-*T H®
12B 656A/C—»G CTo, MNMo
de!8bp [708-715 CTo
1172N 1001 T-*A neo
1236N 1382 T-*A
V237E 1385 T—A CTo
M239K 1391 T—A
V281L 1685 G—T H®
Q318X 1996 C—T CTo
R356W 2110 C—=T CTo

P453S 2580 C—T H®
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B JaHHOM JIOKYCE Ha CaMOM [iefle HaX0AATCA He OAWH, a [Ba TaH-
[LeMHOo (4pyr 3a Apyrom) pacnosfioXXeHHbIX reHa - (yHKLUOHasb-
HO aKTMBHbI reH CYP21B u ero HeakTuBHas kKonus (ncespo-
reH) —CYP21A. MNMocnefHWn HeaKTUBEH M3-3a NPUCYTCTBUSA B €r0
MocnefoBaTelbHOCTU HECKOMbKNX «TSHKEMbIX» MyTauuii (geneuus
B 3-M 3K30He, MHCepLuMs CO CABUITOM PaMKW CUYATLIBAHUA B 7-M
9K30HE U HOHCeHC-MyTaums —B 8-M 3K30He). Hanuuue psagom
C KOAupyoLwmmM reHom romonoruyHoi AHK-nocnegosartensHoc-
TW MCeBAOreHa 3a4acTyl0 BefeT K HapyLeHWAM KOHBrauuu
(cnapuBaHns) roOMONOTMYHBIX XPOMOCOM B Melio3e (CM. rnasy X)
W, KakK CiefiCTBMe 3TOr0, K KOHBEPCUM 3TUX FEHOB —T1EPEMELLIEHIIO
(hparMeHTa aKTVBHOIO reHa Ha MceBaoreH, NM60 K Aeneunmn Yactu
CMbICNOBOTrO reHa.

[Jeneuns reHa asnsetcd oAHUM U3 Hanbonee YacTbIX HapyLUe-
HuiA B reHe CYP21B npwu conbTepstoLLeli U NPOCTON BUPUNbHOI
thopmax BI'KH. MHorumu 3apy6exxHbiMy 1 0Te4eCTBEHHbIMU aB-
Topamu (OcuHoBckas H.C. un ap., 2000; White P.C. et al., 1986,
2002; Morel Y., Miller W.L., 1991) nokasaHO, 4TO AN51 KaXXAOM
KnuHuyeckoin opmbl BIKH xapakTepeH cBOW CnekTp guarHoc-
TUYECKM 3HAYMMbIX MyTauui (Tabn. 11.1).

Pa3spaboTaHa onTumanbHas cxema o6cnefloBaHMs NaLMeHTOB
¢ BFKH. Ha nepBom aTane NpoBoAgMTCS AeTeKuusa MyTauui, co-
OTBETCTBYHLLMX KIMHNYECKOW hopme 3abonesaHusd. Ha BTopom
nccnefyeTcsa reH Ha Hanuymne ConyTCTBYHOWMX MyTaUuiA, BO3HU-
KalowWwmx B pe3ynbrate peKOMOMHALNOHHbIX COBbITUIA. Takoli an-
ropuTM NPUMEHUM W Npu nposegeHnn ML B CeMbAX BbICOKOTO
pucka BIKH. BaxxHo oTMeTuUTb, 4TO uccnegosanne AHK nnoga
He JO/MKHO OrPaHNYMBATLCA feTeKLUel TONbKO TeX MyTaLuii, Ko-
TOpble 6biNM MAEHTU(MLUPOBaHBI Y poguTeneil npobaHaa. Heob-
XOAMMO UMeTb MpefCcTaB/fieHne O reHe B Le/IOM, 4TO6bl, MO BO3-
MOXHOCTW, UCKNIOYNTb BOSHUKHOBEHME MyTauuii de novo.

B saknouyeHue cnegyet otmetuts, yto MNA BIKH BOo3MOX-
Ha U BMOXMMUYECKMM METOZOM, MyTem aHanm3a CofepXkaHus
17-rmapoKcUNporecTepoHa B aMHUOTUYECKOW XMUAKOCTU WK
B CbIBOPOTKE KPOBU Maoga. ATOT METO MMeeT UMEeeT pAf orpa-
HUYEHWIA, OCHOBHbIM U3 KOTOPbIX ABAAETCSH OTCYTCTBME CTaH-
LapTU3MPOBaHHLIX HOPM YPOBHA 17-ruapoKCcUnporectepoHa
B OKOJ/IONOHOWM XWAKOCTU M B CbIBOPOTKE KPOBMW MA04a Ha
pasHbiX Cpokax passuTusa. B cnyuyae cTepTbix opm 3abonesa-
HUS 3TOT MOKasaTesb He MOMHOCTbIO OTPaXKaeT peanbHY Kap-
TUHY 3a60/1eBaHuS.
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11.7.6. CnuHasibHas MbilleyHasn atpodms

CnuHanbHaa MblweyHasa atpodma (CMA) aBnseTca 0gHUM K3
Haunbosiee pacnpoCTPaHEHHbIX JIeTa/IbHbIX PeLEeCCUBHbIX Hacnes-
CTBEHHbIX HEMpPOMbILeYHbIX 3aboneBaHnii. B eBponeiickux no-
NynauusaxX faHHas naTtosiorms BCTpevaeTcs ¢ yactoTon 1Ha 10000
HOBOPOX/EHHbIX. MO TAKECTN KAMHUYECKUX NposBneHnin CMA
noApasgenatoT HaTpu Tuna: | —octpas popma (60ne3HL BepaHu-
ra-frodmana), Il - cpegHas (npomexyTouyHas) dopma c ne-
TanbHbIM UCX0AoM nocne 2 fieT; [l —xpoHnyeckas dopma (60-
nesHb Kyrenbbepra—BenaHgepa). B 60nbLUMHCTBe CNy4YaeB npu-
YMHON CNUHANLHOW MbIWeYHOW aTpodum ABAAKOTCA MyTaluu
B reHe BbXXMBaHWsA MOTOPHbIX HeiipoHOB - SMN1 (98%). ¥ 95%
nauneHToB ¢ CMA OCHOBHbIM TUNOM MYyTaLMiil SBNAKOTCA fene-
unu B reHe SMNL. MNpumepHo y 2% nayuneHtoB ¢ CMA 3a6oneBa-
HVe Bbl3BaHO MyTaLMAMU reHa MHrméuTopa 3anporpaMmMupoBaH-
HOM rnbenn HelipoHoB - NAIP, pacnonoXeHHOro psfoM C FeHOM
SMN. O6a reHa (SMN1 n NAIP) nokannsoBaHbl Ha AUHHOM
nneye XpoMOCOMbI 5. KaxabliAi 13 HUX CYLLECTBYET B Buie co6CT-
BEHHO reHa u ncesgoreHa (SMN2). ®yHKUUOHANBHO aKTUBHBINA
reH SMN 1 oTnuyaetcs ot coeld konun (SMN2) BoceMbH HyK/e-
0TMAAaMU: 5 13 KOTOPbIX HAXOAATCA B MUHTPOHAX Y TPU - B 3K30HAX
6, 7 1 8. DYHKUNOHANLHO HeakTMBHasA Konusa reHa NAIP nmeet
[leneumnto 3K30HOB 51 6. Y nalMeHTOB CO CMMHA/IbHO MbILLIEYHO
atpodmeii Tuna | u Il ren NAIP otcyTcTByeT B 12-18% cnyyaes.
3BECTHO, YTO NPOTAXEHHbIE AeneLnm, 3axeaTbiBatoLLme 06a reHa
NAIP 1 SMN1, cyulecTBEHHO NOBLIWAKT PUCK Pa3BUTUA TAXKe-
Nnovi hopMbl CAMHANbLHOM MbILLEYHOI aTpoguu.

CpaBHWTENbHbIA aHann3 4acTOT FOMO3WUTOT MO Aeneumun reHa
SMNL1 cpeaun nauneHToB ¢ CMA noKa3blBaeT, YTO BbICOKMWiA ypo-
BEHb Aeneunii B 3TOM reHe xapaktepeH ans 6onsHbIx CMA Cese-
po-3anafHoro pervioHa Poccum Tak e, Kak 1 A1 NauueHToB co
CMA Espasun (Fnotos A.C. n ap., 2001). Pagom 3apybexxHbIX aB-
TOPOB NokKasaHo, 4Yto B 30% cny4yaes myTauum B reHe SMN1 a8-
NAKTCA pesybTaTOM KOHBEPCUOHHbIX Npeobpa3oBaHuii, T.e. BO3-
HUKAIOT eLle B Meilo3e. KOHBEpPCMOHHbIE Mpeobpa3oBaHns fOCTa-
TOYHO TPYLHO MAEHTUDULUPOBATB, U HepedKo Npu 06pa3oBaHUm
TaKNUX XUMEPHbIX FeHOB pe3y/bTaTbl UCCef0BaHWii MHTEpPpeTupy-
0TCA KakK feneuun, XoTd akTUYecKn OHU ABAAIOTCA NMPOAYKTOM
KOHBepcuu (BHYTPUreHHbIX nepemeLleHuii pparmeHTos HK).

YunTbIBasA 3HAUNTENBHYHO KTMHUYECKYHO reTeporeHHocTs CMA,
MOJIEKYNIApHan uarHocT1Ka 3a60neBaHnsa AokHa 6bITb 0CO6EHHO
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TWaTebHOW. BaXKHO NPOBOAMTL aHann3 He TONbKO Ha Hanuuune
MPOCTbIX AeNIeHNIA, HO 1 KOHBEPCMOHHbIX N3MEHEHWIA, KOTOpbIe CO-
cTaBnAT fo 30% MyTaLMOHHbIX NOBpeXaeHui pernoHa SMN.

Ha ocHOBe COOGCTBEHHbIX [JAaHHbIX MNPeANOoXeH anropuTtm
(puc. 11.10) gnarHocTkn CMA € y4eTOM aHanm3a KOHBEPCUIA.
ANTOpUTM BK/OYAET CRefytoLLine aTanbl:

1 MuP-aHann3 3ak30HoOB 7-ro n 8-ro reHoB SMN1 n SMN2
o6pasuos AHK npobaHja u ero poACcTBEHHUKOB.

2. SSCP n nAaP®d-aHanns MLLP npogyKToB 7-ro 1 8-ro sK3o-
HOB reHos SMN1 n SMN2.

3.a. BbiaBneHne romo3uroT no Aeneuum 3K30HOB 7-ro u 8-ro
reHoB SMN1. Ecnu 601bHOI He SBNSETCS TOMO3UTOTON MO AaH-
HOMY Tuny geneummn (Ho umeeT geneuuto reHa SMN1), 1o o6pa-
3el ero AHK aHanusmpyeTca Ha Hannymue KOHBEPCUN.

3.6. —BbIsiBNEHNE reTepo3nroT Mo AeeLmmn 3K30HOB 7-ro 1 8-ro
reHoB SMN 1 Ecnv 0guH 13 poguteneii He ABNAETCS reTepo3nroToi
no 3Toi fgeneyuu, TO NPOBOAUTCA TFeHeaslornyecknii aHanus,
n OHK-06cnefoBaHnO «NoABepralTca» Apyrne poAaCTBEHHUKU
(6abyLLKa, aedyLwiKa, 6paTbsi U T.4.). ECnv B 3701 ceMbe HET Npo6aH-
[la ¢ Aeneuuein B roMo3nroTe 3K30HOB 7-ro 1 8-ro reHoB SMN1, 10
[ TaKNX POLCTBEHHMKOB TaK)Ke MPOBOAUTCS aHaIn3 KOHBEPCWIA.

—TloaTBepXaeHue «HocuTensctea» CMA.

4. TlogTBepXaeHue gmarHosay 60/bHbIXx CMA.

B HacTOALWMIA MOMEHT faHHas CXema ANarHOCTUKW MPUMEHS-
eTCS He TONIbKO N9 Bepudukaymm guarHoza CMA, Ho v gHa M,
[JaHHOW natonormun. Mpu HeO6XOAUMOCTU BO3MOXHA KOCBEHHaS
anarHoctuka - [MLP-aHanu3 guHykneotngHbix (CA) noBTOpPOB
OHKnokycos D5S125, D5S112, D5S127, N AP®-aHanu3 ¢ hnax-
kupyrowmmn AHK-30Hgamn MU, 105—153RA, 153—6741GT.

11.7.7. CuHgpom MapTtuHa-benn

CuHgpoM MapTuHa—bens, nan CUHAPOM JIOMKOI X-XPOMOCOMbI
(CNX), aBnseTca Hanbonee yacTbiM nocne cuHgpoma fayHa Ha-
CNeACTBEHHbIM 3ab60neBaHMEM, NPUBOAAWMM K YMCTBEHHOW OT-
cTanocTu. [laHHas naTtonorus BCTPeYaeTcs CPeamn MY>KUUH C Yac-
ToToi 1/4000. 0 HeJaBHEr0 BPEMEHU AMarHOCTHKa 3a601eBaHNs
OCHOBbIBaNaCb Ha KNHWYECKOM WCCNEeLOBaHUN U LUTOreHeTu-
YecKOM aHanm3e y4dacTka g27.3 X XpOMOCOMbI, BK/HOYAIOLLErO
NOMKMWIA y4acToK.

B 1991 r. 6bin KnoHuposaH reH FMR1 (fragile-site mental
retardation-1), cogepxawymin noMmkunin yuyactok FRAXA. TeH co-
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O6pasupl AHK nauneHToB 1 poACTBEHHUKOB 60/IbHbIX

Puc. 11.10. Anroputm o6cnefioBaHuWs CeMeli BbICOKOTO pUCKa CMNUHaIbHOW
MblILLEYHOI aTpoduu.

CTOMT M3 17 3K30HOB ¥ 3aHUMaeT 0KO0JI0 38 ThiC. M.0. FTEHOMHOIA
AHK. B coctaB nepBoro ak3oHa reHa FMR1 BXoAUT NPOTAXEH-
HbI TPMHYKEoTMAHbIA noBTop CGG, pacnofioXeHHbIl B o6nac-
™M CpG-ocTpoBKa. OCHOBHOI MPUYMHOI pa3BUTUA CUHAPOMA
NOMKO# X-XpOMOCOMbI iBAsieTcA akcnaHcus CG G-noBTopa B re-
He FMR1 (Verkerk A.JJ.M.H. et al., 1991). B Hopme 3TOT MOBTOP
nonuMmopdeH n coctonT U3 6-54 Tpunnetos. Pa3mep annenei, He
MUMeroLMX (eHOTUMUYECKOrO MNPOSABAEHUSA U 06pasylolmX Tak
Ha3blBaeMble NpemMyTauun, HaxoauTca B npegenax ot 52 go 200 no-
BTOPOB. Y NauUWeHTOB C CUHAPOMOM JIOMKOI X-XPOMOCOMbI YMC-
no nosTopoB Bapbupyet oT 200 o 1300—1500 nosTOpOB.

Takvm 06pa3om, B 3aBUCUMOCTU OT KonnyecTsa CG G-NoBTOPOB
X-XpOMOCOMa MOXET HECTU HOPMa/IbHbI annesb, annenb ¢ npemy-
Tauueit n annenb ¢ NONHOW MyTauwmein (6onee 200 nosTtopos). Mon-
Haa MyTauus XxapakKTepu3yeTcs aHOMabHbIM METUINPOBAHWNEM
NPOMOTOpHOIA o06nacTn reHa FMR1. MNpakTuyeckas 3agaqa mose-
KyNSPHOTO aHanv3a 3ak/i4yaeTcs B OnpefeneHun Toro, Kakoin us
Tpex KnaccoB CG G -MoBTOPOB NPUCYTCTBYET B UCCNEAyeEMOI X-Xpo-
Mocome (HOpManbHbIiA, MPEMYTaHTHbIA WA MyTaHTHbINA).
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[vnarHocTuky npemyTaumii u MyTauuii 06bI4HO NPOBOAAT Me-
TOogOM 6noT-rnbpugmsanmm no CaysepHy. Ans rubpuamsaumoH-
HOro aHanM3a WUCMoJb3ylT CTaHAapPTHbIe MPOTOKOJbI PEeCcTPUK-
LMW, 3NEKTPOOPETMYECKOrO pasgenieHns u nepeHoca AHK Ha
membpaHy. [1BoiiHas pecTpukumna reHomHoin AHK sHpoHykneasa-
mun EcoRI n Eagl gaet BO3MOXHOCTb aHanM3MpoBaTb HE TO/bKO
yBeNnyeHWe AJWHbI NOAUMOP(HOW MNocnefoBaTeNbHOCTU, HO
n cTatyc meTunmposaHmsa FRAXA nokyca. Pasmep o6pasyroLmxcs
npu pecTpPUKL MM (parMeHTOB ONTUMaeH 415 BbISBIEHUS NPEMY-
Tauuin (B TOM ymcne He6OMbLINX MO pasmepy) U MOMHbIX MyTauuii.

CyliecTByeT TaKXe afbTepHAaTUBHbIA METO4 AMArHOCTUKMK
CJ1X'y 601bHbIX MY>KCKOI0 NnoJia no aHam3y CoCTOAHUA MeTUN-
poOBaHMsA MPOMOTOPHONW o6nactu reHa FMR1, OCHOBaHHbIA Ha
meToge meTtuncneyuduyeckoi MLP (CtpenbHukos B.B., 3ane-
Taes [1.B., 2004).

MA y HocuTenbHUy myTaHTHOro reHa FMR1 wmoxet ocy-
LLEeCTBNATLCA HA IIOO6OM CPOKe 6epeMeHHOCTH C UCMONb30BaHNEM
KakK npamoro, Tak U KOCBEHHOro METOA0B (aHanu3a CLenneHuns
no MuKpocatennuMTHbIM Mapkepam DXS548, FRAXAC1 n
FRAXAC2). B cnyyae HeMHMOPMATUBHOCTU MepPeUYNCIEHHbIX
MapKepoB UAW BbIABAEHUS MUKPOCATENUTHON HeCTabubHOCTM
B 06cnegyemoii cembe aHanus AHK nnoga npoBogMTCS METOLOM
6n07-rmépuansaummn. B ciyyae My>KCKOro rnosa nnoga BO3MOXHO
npoBefeHNe ANarHOCTUKMA METOAOM MeTUNYYBCTBMTEbHOW MLLP
Ha o6pasuax AHK 13 KNeToK aMHUOTUYECKON XNAKOCTU, XOPUO-
Ha naM NMMAQOLMTOB Nepupepuyeckoin KpoBmM naoja.

11.7.8. MuotoHn4veckas guctpodus

FocmaHa-Pocconumo-LlUTeliHepTa-baToHa

MwuoToHMYeckas guctpotmns ModmaHa—Pocconmo—LLITeiHep-
Ta—batoHa (MJ]) Hacnegyetcs nNo ayTOCOMHO-AOMWUHAHTHOMY
™Mny. KnvHuyeckas KapTuHa 3abo0feBaHUA XapakTepu3yetcs
KpaliHeil BapnabenbHOCTbIO. Y 60/bHbLIX 04HOBPEMEHHO Habto-
[alTca CUMMMTOMbl MUOTOHUWU, MUOMATUN U SHLOKPUHHO-BEre-
TaTUBHbIX PACCTPOIACTB C UCKIOUMTENbHBIM pa3Ho06pasnem Knm-
HUYEeCKUX MPosABAeHWUiA. Bcero MoryT 6biTh BblAeneHbl TPU YeTKO
oYepyeHHble hopmbl 3a60neBaHUs:

1 Msarkasa hopma MJ, maHudecTupytoLLas B CpeHEM U cTap-
eM BO3pacTe M XapakTepusyowasca 6unatepanbHOn Katapak-
TOW U OTCYTCTBMEM U OYEHb YMEPEHHbIMU HEPBHO-MbILLEYHbI-
MW paccTpoicTBamu.
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2. Knaccuyeckaa popma M/, HaumHaeTcs Ha 2-4-M fecATune-
TUWN XXN3HW C MWOTOHUM U MPOrPeccUpytoLLleil MblLLIEYHON cna-
6ocTn. T103Ke NPUCOESMHAIOTCA KapamoMuonaTus, aTpogus ro-
Haj, SHAOKPWHHbIE HapyLleHWs. BofbHble UMEKT XapaKTepHbIii
BHeLUHWI BUJ BCNeACTBNE 0COBEHHOCTEN CTPOeHMS KOCTel Yepe-
na (frontal balding) n ntosa. Mcuxonornyeckne oco6eHHOCTN U Ta
WM NHaA CTerneHb YMCTBEHHOM OTCTaN0CTU TakxKe 0ObIYHbI.

3. BpoxaeHHasa (KoHreHuTanbHas) opma M/, MOXeT nposBs-
NATbCA elle BHYTPUYTPOOHO B BUAE BOAAHKW NIoAa, a NOCTHa-
TaNbHO - FeHepann30BaHHOW FMNOTOHWUEN HOBOPOXAEHHbIX, Abl-
XaTeNbHbIMN HapyLIEeHNAMU, 3aTPyAHEHWEM COCaHWsA W rnoTa-
HWA, BbICOKOW CMEPTHOCTbIO U TSXKE/ON 3aepXXKO YMCTBEHHO-
ro v )M3n4ecKoro pasBuTUsA.

B 601blIMHCTBE pernoHoB Poccun pacnpoctpaHeHHOCTs M/,
He npesblwaeT 1 Ha 10000 HoBOpOXAeHHbIX. 'eH M/[] KapTpoBaH
B o6nact 19ql3.3. MpoAYKT reHa OTHOCUTCA K CEMEWCTBY ce-
PUH/TPEOHMHOBBLIX MPOTEUHKUHA3, POACTBEHHbLIX LAM®-3aBu-
CUMbIM NPOTEUHKMHA3aM, NOTOMY ero 0603HavaoT kak DM-npo-
TEMHKNHAa3HbIA reH - DMPK. B 3’-HeTpaHCAupyemMmoi o6sactu
reHa DMPK nokanun3osaHbl CTG-NoBTOPbI, KOTOPble B HOpPMasib-
HOM MONyNAUMM OTAIMYAKOTCA BbICOKMM YPOBHEM NOAUMOPHN3-
Ma —KO/IMYeCTBO KONuii BapbupyeT 0T 540 37. OgHaKO Y 60/bHbIX
MWOTOHMYECKOW AnCTpodmeil KOMMYECTBO TPUM/IETOB 3HAYN-
TeNbHO 60/bLUe WU cOCTaBNseT He MeHee 50 Npy Havbonee MATKNX
thopmax 6one3Hm, 0T 100 go 1000y maumeHTOB C Knaccuyeckoli op-
Mo M/[], B TO Bpemsi Kak Mpy BPO>KAEHHbIX hopmax 3abonesaHms
MO>XKeT JoCTuraTb Tpex Thicad NosTopos. MNpn MJ, oTMeuaeTcs
TaKXKe coMaTuyeckas TKaHecneuuguyeckas HeCTabUNbHOCTb
CTG-noBTOpPOB. AHTMLMNALUA NP MUOTOHNYECKON ANCTPONM
HabnogaeTca NPakTUYecKn B KaXA0 CeMbe - Yy MOTOMKOB 60-
ne3Hb NposBnseTcs B 60/ee TAXKENOW hopmMe, Yem Y Camoro nawu-
eHTa. AHTULMMAaLMA 0COBEHHO BbIpaXXeHa Nnpu nepegjaye noToMm-
CTBY MO MaTepUMHCKOA NuHUW. Tak, GopmMbl BpoXAeHHON M/,
BCTPEYaloTCA NOYTW UCKIOUNTENBHO Y AeTeil MaTepeid, 60MbHbIX
MJ. OcHOBOIN aHTMLMNALMW NpKU aTPOPUUECKOR MUOTOHUN AB-
nsaetcs ysenuyeHve yucna CTG-TpUnneTos, NPOUCXOAsLLee B ps-
4y nokonexuii. Mpu 3Tom amnmdmkauma CTG-o6nacTv B MaTe-
PVHCKOM raMeTOoreHe3e MpouCXOaUT Yallle, YeM B OTLOBCKOM.

Mpwn monekynapHoii guarHocTnke M/, ¢ uCnosib30BaHWEM Me-
TOfa NONMMEPA3HON LEeMHON peakyMmn, Kak NpaBuio, He yaaeTcs
Habnogatb NpoAyKTa amnanukaumm MYTaHTHOrO annens,
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MOCKOMbKY 06bI4HbIA TMLLP-aHann3 He No3BonseT aMnanduun-
poBaTb yyacTkm CTG-noBTOpoB ANnvHONI 6onblie 80—100 eau-
HUY. Mo pesynbTtatam MLUP y 60nbHbIX M 06Hapy»umBaeTca
NMWb MO OLHOMY annentd HopmanbHOro pasmepa. Mposogd ce-
MeliHbI/ aHanu3, B pAje CnyyvaeB yaaeTcs NOATBEPAUTL UK ONpPO-
BEpPrHyThb AnarHo3 M/ v npoBecTy LOCMMNTOMATUYECKYO Auar-
HOCTUKY Y POACTBEHHUKOB 60/bHbIX.

Lna npamoi guarHoCcTukn MJ, — BbISIBNEHUS 3KCMAHCWN
CTG-noBTOPOB - HEO6X0AMMO B GOMLLUVHCTBE ClyYaeB NpoBe-
AeHve 6noT-rubpmansaunu reHomHoli JHK ¢ cooTBeTcTBYHOLWN-
MW 30HaMK. [N Kax4oro nauuMeHTa peKoMeHAyeTca NpoBoauTb
[iBa He3aBMUCUMbIX nccnefoBaHus —rubpugusauunio AHK-30Hga
p5B1.4 ¢ reHomHoin AHK, pecTpuuMpoBaHHOW 3HAOHYKNea30l
EcoRi (no3sonset BbIABUTL akcrnaHcum ot 500 go 3000 CTG-no-
BTOPOB, HO MEHee 3HaUMTe bHble N3MEHEHUS He 0OHAPY>KMBAKOT-
cs) u rnbpugmsaymio 3oHga psB1.4 ¢ AHK, 06paboTaHHOiA pecT-
pvkTasoin BamHI (o6pasytotca 6onee menkume parmeHTsl AHK,
YTO MO3BOSAET BbIABUTb HE3HAYMTEIbHbIE U3MEHEHUS UX ANTUHBI,
HO 13-3a BbIPAXXEHHOro COMaTMYeCKOro Mo3anLu3mMa NpPoTaKeH-
Hble 3KCMaHCUN MOTYT 0CTaTbCA HE3aMEeYEHHbIMK).

11.7.9. Xopesa eHTUHIToHa

Xopes NeHTUHrTOHa (XI) - Mporpeccupytolliee ayTOCOMHO-A0-
MWHaHTHOE HepBHO-MbILLEYHOE 3a601eBaHmne, XxapakTepusyoLle-
eca pa3BUTUEM XOPeUYeCcKUX rMnepKnHesoB 1 gemeHuun. Cumn-
TOMbl 3a60neBaHus 06yCnOBAEHbI aTpodmeit putamen 1 XBOCTa-
TOrO A4pa B FO/I0BHOM MO3re 60/bHbIX, CBA3AHHO C MpexAeBpe-
MEHHOW un36MpaTeNlbHON rMbenbio HelipoHOB. B 601bWIMHCTBE
POCCUMCKMX Nonynauuii pacnpocTtpaHeHHocTb XIT cocTaBnseT
1Ha 10000. OTMeyaloTCA 3HaUNTE/bHbIE Pa3NINyns B OTHOLIEHUM
BO3pacTa Hayasa u TAKecT TeyeHus 3abonesaHuns. [laxe BHyTpU
OTAe/bHbIX CeMeli HabniaaeTCa YeTKO BblpaXKeHHas KAUHU4ec-
Kasf reteporeHHocTb. Npyn HacnefosaHUM Xopen MeHTUHITOHA Mo
OTLOBCKOW MHWN 06bIYHO NPOSBASETCA 3PeKT aHTUUMnaumm —
HapacTaHuMe TAXKECTU TeYeHUA 1N YMeHbLUEHME BO3pacTa Havana
3a60/1eBaHVs B PS4y NOKO/IEHNN.

eH IT15, AHaMUYecKne MyTaL MM B KOTOPOM NPUBOAAT K pas-
BUTUIO XOpew [eHTUHITOHa, 3KCNPecCMpyeTcsa BO MHOMMX Tunax
KneTok. OH KoaupyeT 6efloK C MONeKynsapHoi maccoli 348 kla,
Mo/ly4MBLLMIA HasBaHWe TeHTUHITUH. B Kogupylowein obnactu
IT 15 Ha paccTosiHUN 18 KOLOHOB HUXE MecTa Havasa TpaHcaauum
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NOKann3oBaH NOAMMOPGHBIA TPMHYKEOTMAHbIA noeTop (CAG)N.
Uuncno CAG-nosTopos B reHe IT15 B Hopme BapbupyeT o1 9 o 37,
TOrJa Kak MyTaHTHble anneny naluueHToB C Xopeeil MeHTUHITOHa
nmeroT oT 36 4o 121 TpunneToB. O6Hapy)XeHa obpaTHas Koppens-
uma anuHel CAG-noBTOpa € BO3pacToM Havana 3abofieBaHUA
N npsMas —Co CKOPOCTLI0 MPOrpeccnpoBaHmns KNMHUYECKNX CUM-
NMTOMOB. VI3MeHeHMe ANUHbI NOBTOpPa NpW nepefaye NMOTOMKaM
06bsACHAET 60/IBLUMHCTBO CNYyYaeB aHTULMNALUN.

[ns myTaHTHbIX anneneit B guanasoHe 36-40 TpunneToB xa-
pakTepHa HenonHasa neHetpaHTHocTb (McNeil S.M. et al, 1997).
OnucaHo 3HaYNTENbHOE KOMMYeCcTBO 60MbHbIX XIT € TaKUM Yuc-
JIOM MOBTOPOB Ha MYTaHTHbIX afnensx. B 70 ke BpeMs B 3TUX Xe
POAOCNOBHbLIX MOTYT BCTPeYaTbCA K/IMHUYECKN 3[40POBble MHAU-
BMAYYyMbI cTapiie 70 net. Annenu ¢ ymcnom CAG-noBTopoB 6onee
40 Bcerpa cBa3aHbl C pa3BuTUeM 3a60neBaHus. ccnegosaHme co-
ctoaHns CAG-nosTopos MeToAoMm IMLLP B CEMbAX BbICOKOIO puc-
Ka Mo3BO/SAET MPOBOAUTL MPAMYIKO MOMEKYNAPHYIO AUArHOCTUKY
3a60neBaHNA Ha NO6bIX CTaANAX OHTOreHesa, B TOM YuC/e B A0-
cMmMnTOMaTU4Yeckunii nepuog. BmecTe ¢ TeM BaXXHO OTMETUTb, UTO
reHeTUYeCKOoe KOHCYNbTUPOBaHWeE B ceMbax ¢ XIT (Kak 1 B cnyyae
Opyrux 3abonesaHnii ¢ NO3gHel MaHUMecTaLumeii) conpsiXXeHo co
CMIOXHOCTAMM 3TUYecKoro xapakrepa (cM. rnasy XIII). Yuntbisas
OOMWHAHTHBIV TUM HAC/ef0BaHNA, PUCK MOMTyYeHWS MyTaHTHOrO
reHa ans geteid n cubcos 6onbHOro XI coctaBnset 50%. EcTtecT-
BEHHO, YTO UCK/IOYEHNe HOCUTE/LCTBA JO/MKHO UMETL MOMOXKMN-
TeNIbHOE BIAAHWE Ha MCUXO0MO0rMYecKoe COCTOAHME NUL, U3 rpyn-
nbl prcka. C Apyroi cTopoHbl, OTCYTCTBKE 0 HACTOALLErO BpeMe-
HN 3D PEKTUBHBLIX MeTOLOB NneveHus XI, BbISB/IEHWE Y NauneHTa
annens ¢ 3KcnaHcveld, NPaKTUYECKM PaBHO3HAYHO MPUrOBOPY.
B HacToALee BpeMA NPUHATO NPOBOAUTL NPECUMINTOMATUYECKOE
o6cnefoBaHMe TOMbKO COBEPLUEHHONETHUX ML U3 TPYNMbl pUCKa
MpW UX HEMOCPEeACTBEHHOM 06palLeHnn 3a KOHCYnbTauymen. Ce-
pbe3HbIM [OBOAOM B NOb3Yy LOCUMMNTOMATUYECKOro o6cnefoBa-
HUSA POACTBEHHWKOB BGOMbHbLIX ABMAETCA BO3MOXHOCTb Mpodu-
NakTUKK 3a60/1eBaHNA B CEMbAX BbICOKOT0 p1CKa MyTeM nposege-
Hua M4,

11.8. N4 MOHOIEHHbBIX BONE3HEN

B CAHKT-TETEPBYPTE

M cTOpMYECcKM CNOXUIOCh, YTO Takue 3a60/1eBaHNs, Kak MyKo-
BUCLUA03, MUOAUCTPOUS [IoWeHHa, reMopunns A, heHuke-
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TOHYPUA U HEKOTOpble Apyrue, T.e. coumnansHO Hanbonee 3Hayu-
Mble, paHblle ApYyrux reHHblx 60Me3Heil ctanu npegvmeTom fe-
TaNlbHOr0 MOJIEKYNIAPHOIO aHanu3a. VIMeHHo Ans atux 3abonesa-
HUI y>xe B KOHLe 80-x rofoB XX Beka 6blv He TO/TbKO UAEHTU-
(hMLUUPOBaAHbI COOTBETCTBYIOLIME TEHbl, HO OOGHApPY>XEHbl 1 OXa-
paKTepM30BaHbl pas3/inyHble, B TOM YUC/IE U MAXOPHbIE MyTauuK,
3HaYMTeNbHO obneryatoLme X MONEKYNAPHYIO AUarHocTuky. bo-
Nee TOro, ye nepsble paboTbl MO NPaKTUUYeCKOMY MUCNOJb30Ba-
HUIO 3TUX JaHHbIX NOKa3ann, YTO KaxJoe HacneCTBEHHOe 3a60-
neBaHue TpebyeT pa3paboTKM cneuuanbHOro, MPUMEHUMOrO
TONbKO Ans Hero anroputma OAHK-gunarHoctukm (Fop6byHo-
Ba B.H., bapaHos B.C., 1997).

M moHoreHHbIx 60ne3Heit B CaHKT-IeTepbypre Havanacb
C MOMEHTa opraHusaumu nabopatopuun [ HacnefCTBEHHbIX
1 BPOXKAEHHbIX 3a60neBaHunii B HV I akyliepcTBa u FTMHEKOIOTM
nuv. [.0.01ta PAMH B 1987 1. B 1993 1. nabopaTopus nony4yuna
cTatyc defepanbHOro MeAMKO-FeHeTUYECKOro LueHTpa. 3a 370
BpeMs B PMT L, 6b111 oxapakTepu3oBaHbl NONYNALUOHHBIE Yac-
TOTbI MOMMOP(U3MOB F€eHOB U NPOAHANN3NPOBaHbI CMIEKTPbI My-
TaLMOHHbIX MOBPEXAEHWUIA, OTBEYAIOLLNX 3a pPasBUTME Takux TH-
XenblX 3aboneBaHnii, KaKk MyKOBMCLMAO03, Muoguctpodusa Aio-
WeHHa, remomnua A n B, heHUNKeToHYpUsa, CNMHANBHO-MbI-
LWeyHaa aTpodusa, MUOTOHMYECKaA JUCTponsa, Xoped MeHTUHT-
TOHa, BPOXAEHHAA TUMepniasnsg Kopbl HaAMOYeYHUKOB, CUHA-
pom MapTuHa-Benn n HekoTopble apyrue. MonyyeHne 3aToOR NH-
thopmaunn caenano peansHoii nx AHK-gnarHocTrky, B TOM Ymuc-
ne n npeHatanbHyto. K kKoHuy 2004 r. B nabopatopumn ¢ UCnosb3o-
BaHWEeM MOJIEKYNAPHbIX MeTOL0B 06¢cnefoBaHo 0koo 5000 cemeli
(60nee 14 500 yenoBek) ¢ pa3MUYHbLIMU MOHOTEHHbIMY 3a60N€eBa-
Huamm. C nomoulibto paspabotaHHbix B ®M1 LI anroputmos
B 703 CeEMbAX BbICOKOI0 pMCKa MOHOTEHHbIX HAC/eACTBEHHbIX 3a-
6onesaHuin 6bina nposefeHa N[, koTopas No3Bonuna NpesoT-
BpaTUTb poxxaeHue 204 Tsxkeno 60nbHbIX AeTei, BakHO OTMETUTD,
yTo B pesynbTate MM okono 500 cemeil NoNy4Ynnun peanbHyH BO3-
MOXHOCTb MMETb 340POBOro pebeHka.

Ha cerofHAWHWA geHb B Poccun MonekynsapHas AnarHocTuka
MOHOFeHHbIX 3a60/eBaHM NPOBOAWUTCA B AOCTAaTOYHO OrpaHu-
YeHHOM YMC/Ie HAYYHO-UCCef0BaTeNbCKMX LeHTPoB. K HUM OT-
HocATcAa WMHCTUTYT akywepctsa U ruHekonorun mm. [ O0.0TTa
PAMH (C.-MeTtepbypr); NOM - NHCTUTYT 3KCMEPUMEHTANIbHO
MeauumHbl PAMH (C.-MeTepbypr); MNeanatpuyeckas MeauLuH-
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ckasa akagemusa (C.-Metepbypr); MeanKo-reHeTMYeCcKMin Hayu-
Hblli LeHTp PAMH (Mocksa); ematonornyeckuii Hay4Hblii
ueHTp M3 P® (Mocksa); TOMCKWIA MHCTUTYT MeAULMHCKOW re-
HeTukn (Tomck); HAW Hesponorun PAMH (Mocksa); Mocyaap-
CTBEHHbI HoBOCMGUPCKMIT 061aCTHON KAMHWYECKWIA AMarHoc-
Tnyecknii UeHTp (HoBOCMOUPCK); YMUMCKUA HayUHbIA LEeHTP
(Yha). CnekTpbl 3a60n1eBaHWii, ANarHOCTUPYEMbIX B BbilLenepe-
YNCNEHHbIX LEHTPax, 4aCTUUYHO MepeKpbIBatoTCa (CM. rnasy V).
Mpun 3TOM ecTb MOHOreHHble 3a60neBaHNsA, KOTOPbIE 4MArHOCTU-
pylOTCA MPEMMYLLECTBEHHO WMAWM MOYTU UCKIOUYNTENBHO TOMbKO
B OMpefeneHHOM LeHTpe. bnarogaps pasBMTUIO COBPEMEHHO
MOIEKYIAPHO/ 6MON0rMM CNUCKM MOHOTeHHbIX 3ab0/eBaHui,
focTynHbixX JHK-anarHocTrke, NOCTOSHHO pacLIMpAOTCA.

3AKJTIOYEHWE

KpaTko paccMOTpeHbl OCHOBHbIE, COLMANbHO 3HAUYMMbIe Ha-
CNefCTBeHHble 3a60neBaHNA, BaxHble Ans M4, u TUMbl UX Hacne-
[,0BaHNs (ayTOCOMHO-PELECCUBHbINA, ayTOCOMHO-4OMWUHAHTHBIN,
X-clUenneHHbl, C HEMEHAENEBCKUM TUMOM HacnefoBaHus - 60-
Ne3HU, BbI3BAHHbIE OCOOLIM TUMOM MYyTaLMWii, CBA3AHHbIM C 3KC-
nMaHCUeil HYKMeoTMAHbLIX MOBTOPOB —ANHAMUYECKMMMN My TaLmsi-
mu). Mogpo6bHO pacCcMOTPeHbl OCHOBHbIE MOAXOAbl, MPUMEHSe-
mble B /[l MOHOreHHbIX 601e3Hel. MocnegHNe BKAKOYaOT Nps-
MY ANarHOCTUKY (MAeHTUdUKaLMa MyTauuii HENOCPELCTBEHHO
B reHe-MULIEHN) U KOCBEHHYH AMArHOCTUKY (AMarHocTuka no
Ha/IMYNI0 TECHO CLEMMEHHBIX C MyTaluellt MONEKYNAPHbIX MapKe-
poB). MpuBeAeHbl OCHOBHble MPUHLMNbLI MOMEKYSPHON fmar-
HOCTUKW [0 POXKEHUSA, KOTOPbIE BK/IOYAIOT: CBOEBPEMEHHOE 06-
cnefloBaHWe, NPaBUNbHYIO OLEHKY pUCKa, BbIGOP ONTUMASIbHbIX
cpokos T/, Ka4yecTBO Nosyyaemoro 6uonTara, YeTKOCTb PEKO-
meHgauuii nocne MJA. Ocoboe BHMMaHMe yaeneHo nmpobriemam
TOYHOCTU MONEKYNAPHOW ANArHOCTUKN MOHOTEHHbIX 60ne3Hel
y N04a 1 BO3MOXHbIM UCTOYHMKAM OLLIM60K. [laHO KpaTKoe onu-
CaHWe MOJMIEKYNAPHON NpMpoabl, MPMHLMNOB U anroputmos M/
[eBATU Hambosiee YacTbiX, COLMaNbHO 3HAYMMbIX TSXKENbIX Ha-
CNeAcTBEHHbIX 3ab0/eBaHWiA, AMarHOCTMKa KOTOpbIX B Poccumn
BnepBble Oblna paspabotaHa B HVI akyuwepcTBa U TMHEKONOrnn
M. 1.0.0tTta PAMH (CaHkT-eTepbypr).



"MABA XIl. OPIAHU3ALMOHHBIE NMPOBJ/IEMbI
NPEHATA/IbHOW IMATHOCTUKW

12.1. MEAVKO-COUMANBHBLIE N OPTAHN3AUVNOHHLIE

ACIMEKTbI MPOPUNNAKTUKN BPOXXOEHHbBIX

W HACNEACTBEHHbIX 3ABO/IEBAHUIA B Pd

Mpodwunaktnka BH3 - 04HO 13 KNHOYEBLIX HaNpaB/eHUA co-
UManbHOW NONUTUKK, MO3BONAIOLLEE PEryNMpoBaTh AeMorpadu-
YyecKue Mpoueccbl M BO34eiiCTBOBATb HAa 340POBbE HAaCENeHUs
CTpaHbl. MeHHO noatoMy npogunakTuka BH3 pomkHa Bcerga
0CTaBaThCs B cpepe OTBETCTBEHHOCTM rocygapcrea. [ogo6Has
MUCCUSA, B CBOKO OYepefb, TpeOyeT YETKOro MOHUTOPUHIA CUTYa-
UMK, pa3paboTKM KOMMEKCA Mep, HanpaB/ieHHbIX Ha YCTPaHEHWe
HeraTMBHbIX TEHAEHUWIA B 3TON BaXKHOWM COLMANbHON 0651acTL.
CnoxuBLasca Ha CerogHALWHWA geHb B Poccun onacHas gemo-
rpagmyeckas cUTyaumna cepbesHo ycyrybnset n 6e3 Toro TpygHoe
MONOXEHME B C(hepe OXpaHbl 300P0BbA HaceNeHns BoobLe 1 npo-
thunakTnkn BH3 B yacTHocTU. Ha3pena HacTosTelbHas HEO6XO-
OUMOCTb KOPPEKTMPOBKM 334ay W MNJ1aHOB CUCTEMbI 3paBooXpa-
HeHus, ero afeKkBaTHoOro hMHaHCOBOro obecreyeHuns. He cekper,
YTO NPM HbIHE CYLLECTBYIOLEM (DUHAHCMPOBAHMM 34paBOOXpaHe-
HUS rocyAapcTBO He B COCTOAHUM BbINOJIHUTL 0643aTeNbCTBa Mo
NpefoCTaB/IEHNIO HACENeHUI0 rapaHTUPOBAHHOIO MUHUMYMa
ycnyr, B TOM yucne u B cihepe npogunaktmkun BH3.

CratucTuyeckune faHHble CBUAETENLCTBYIOT O TOM, UTO B TeYe-
HWe NoC/iefHUX HECKONbKWUX NeT HabnojaeTcs MnporpeccuBHoe
CHVDKEHME YUC/IEHHOCTU HaceneHusa. B Takoil cuTyauum BaxHO
COCTOSAIHWE 300P0BbS KaXKA0ro pogusLLeroca mnageHua. C 3KoHo-
MMWYECKOI TOUYKM 3pPEHNS BbITOAHEE 3a60TMTHLCS O 340PpOBLE Oyay-
LLEro, ewe He POXKAEHHOro MOKONEHUA, YeM 60POTLCA 3a 340pP0-
Bbe CTapLUEro MOKOMeHWs, 0OpPeMEHEHHOro rpy3om 60/e3Hei,
pacTywum nponopLuoHanbHO BO3pacTy. 3TO, eCTeCTBeHHO, He
03HayaeT CBepTbIBAHUA YXKE CYLLECTBYIOLMUX COLMANbHbIX MPO-
rpaMm, HO YKa3blBaeT Ha BaXXHOCTb BCEMEPHOW MOAAEPXKMN rocy-



OpraH13auyoHHble NPOGIEMbI NPEHATAILHON AMarHOCTUKY 313

[apCTBOM MpoMNaKTUYecKol MeauUMHbI —MeauLMHbI 340p0-
BOr0 Ye/oBeKa.

YT06bI OMpesennTb NyTu ynyylleHns 340poBbs OyayLumX no-
KOMIEHU, HY>KHO BbIACHUTb (PAKTOPbI, BAWUSAOLWME HA 340POBbE
HOBOPOXAEHHbIX 1 AeTeil MiafLuero Bo3pacTta B HacTosLLee Bpe-
ma. Mpexze Bcero, obpalwaeT Ha cebd BHUMaHWE MNOBbILLEHWE
CMyYaeB AeTCKON NHBANNAHOCTY, Befyllee MeCTO B KOTOPOW npu-
Hagnexunt BH3. HeratusHaa TeHAEHUNA K YBEIMYEHUIO TEHHbIX
N XPOMOCOMHbIX 60/1€3He 0CO6EHHO OTHETIMBO MPOC/EXNBaeT-
cs B Hawwu AHu (BenbTuies FO.E., Hosukos MM.B., 2002). Mpuyn-
Hamy pocTa BH3 ABnstoTCA: yxygLeHne 3KONOrMYeckoin obcera-
HOBKU UM ee HebnaronpmMaTHOro BO3feicTBMA Ha uyenoseka (1),
[OCTaTOYHO HarnpsHXXeHHas coumanbHO-IKOHOMMUYecKasa 06cCTa-
HOBKa B CTpaHe (2), poCT reHeTUYecKoro rpysa B nonynayuu, o6-
YC/IOBMIEHHbIW 0TYACTM ONpeAeNeHHbIMI ycrnexaMmy COBpeMEHHOV
MeguuuHsbl (3).

OTHOCUTENbHbIA BKNag 3TMX (HaKTOPOB B BO3HWKHOBEHME
BI1P Ha cerogHAWHNIA AeHb He BbIicCHEH. COrfacHo AaHHbIM pas-
HbIX aBTOPOB Ha JO/H0 FreHeTUYeCcKn 06ycnoBneHHbIX BIMP npuxo-
antea 20-30% BH3, Ha ponto MynbTU(AKTOPUANbHBIX -
30—40%, 3K30reHHbIX (TepaTtoreHHbIX) aktopos 2—5%, (akTo-
pOB HesicHOI aTuonorun 25—50% (boukos H.M., 1997).

Takum ob6pasom, npodunaktnka BH3 MoxeT npoBoanTbCs
Kak MyTEM CHWKEHUS 4YMCna HacnefcTBEHHbIX OonesHel, Tak
M NYTEM YMEHbLUEHUA MOBPEXAAOLLEro LeACTBUSA 3K30TeHHbIX
thaKTOpOB Ha nnog. EcTecTBEHHO, YTO BO3AECTBME HA 3KONOIU-
4ecKyt 06CTaHOBKY —MNPOLLECC CNOXHbIA 1 NMOKa BCe eLle Mano-
A eKkTUBHbIA. MHOroneTHMe MNOMbITKA KakMM-TO 06pas3om
YMeHbLUNTb MOBpeXaatoLLee AeAcTBMe (DaKTOPOB BHELLUHEN cpefbl
Ha Mnnoj 4enoBeka pasoyvaposbiBaloT (cM. rnasbl 1V, V). 3Hauu-
TenbHO 60/ee 3P HEKTUBHBLIM ABAAETCA ArOPUTM NPOPUNAKTUKM
BH3, paspaboTaHHbI 1 LWNPOKO NCNONb3YEMbI B MEAULMHCKOM
reHeTke. Ero oCHOBHbIMW COCTaBAAIOLNMY ABNAOTCA MPEKOH-
LenumoHHasa npodmnakTMka U npeHaTasbHaa AUarHocTuka (Cw.
rnasy ). B HacToALee BpemMsa 3TV NMOAXOAbI C YCNeXom npuMeHs-
oTCA BO BCEM MUpe. [OCTaTOYHO LIMPOKO OHW WCMOMb3YHTCH
M B Hallel cTpaHe.

TeM He MeHee, HECMOTPS Ha BCe YCUAUA, COrfIacHO CTaTuCTU-
YyeckuM gaHHbIM B 2000 1. B Poccuiickoin degepayumn poguioch
1266,8 TbIC. AeTeld, U3 HUX y>Ke 60NbHBIMK UK 3a601enn BCKope
nocne pofos —474,1 TbiC. YeNOBEK, YTO cocTasnfeT 38% OT yuc-
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na BCex feTeld, pOAMNBLUNXCA XMUBbIMW. OAHOW M3 BegyLluUx npu-
4YMH 3a260/1€BAEMOCTMN HOBOPOXAEHHbIX OKa3a/ncCb BPOXKAEHHbIE
aHomanuu. Tak, B 2000 . HOBOPOXAEHHbIX C TAKUM ANATHO30M
pogunock 36,7 TbiC., YTO cocTaBnseT 2,9% oT yncna poanBLUNXCH
XMBbIMW UK 7,7% OT uYmcna BCex POAUBLUUXCA GONIbHBIMU MK
3a60neBLUMX B Nepuof HOBOPOXKAeHHoe™. [lo Bo3pacTa 0f4HOro
roga B 2000 r. ymepsio 19 286 4yenoBek, 13 HUX BC/IEACTBNE BPOX-
[EeHHbIX aHOManuii (NOpoKOB pa3BuTKA), fehopmalmnii 1 Xpomo-
COMHbIX HapyLleHunin - 4460 peTeid, uto cocTasnseT 23,13% ot 06-
LL,ero KoNN4YecTBa ymepLumx geteil. B Tom xe rogy B Poccum 6bi10
3apermcTpupoBaHo 554,9 Tbic. geTeli-MHBANMAOB, BPOXAEHHbIE
aHomanuu (NopoKu pasBuUTKA), AedopmaLum U XPOMOCOMHbIE
HapyLeHus 6blan NpuumMHamu nHeanuaHocTn y 105,1 Teic. geTei,
yTOo cocTaBnsieT 18,9% oT 06Lero yncna getein-nHeanugoB (3gpa-
BOOXpaHeHwue B Poccuu, 2001).

CornacHo gaHHbIM O.MN.PomaHeHKo (2002), cocTosiHUE 340pO-
BbSl HOBOPOX/EHHbIX AeTeli B POCcumM BHYLLAET cepbe3Hble onace-
HWs. Tak, B CTPYKTYpe nepuHaTanbHON CMEPTHOCTU HacneACTBeH-
Hble 3a060/1EBAHUA U BPOXKAEHHbIE MOPOKW PasBUTUS COCTaB/SAOT
0K0/10 33-37%. Mo gaHHbIM «["OCYJapCTBEHHOIO 0K/1aja O COCTO-
AHUKN 300poBbA HaceneHns P® B 2000 rogy», CMEPTHOCTb B rpynmne
feTeli 01040 14 neT cHU3MNach NPaKTUYeCKy OT BCEX MPUYMH, KPO-
Me CMEPTHOCTM OT BPOX/AEHHbIX aHOMaNUiA, TPaBM 1 OTPaBAEHWIA.

Cpeav MpUYMH OETCKOW WHBaNUAHOCTM reHeTu4yeckm obyc-
NoBfeHHble 3a60/1eBaHNA, B TOM YMCNE U XPOMOCOMHbIE aHOMa-
nuun, gocturaioT 40% ¥ NPoYHO 3aHUMalOT rnepeoe mecTo (Poma-
HeHko O.M1., 2002).

Ha cerogHsiLUHUA AeHb OCHOBHOE HampaBfeHue B 06/1acTy
OXpaHbl PeNpoAYKTUBHOIO 340P0BbA B Halleil cTpaHe —3To no-
NNTMKA NNAHUPOBAHUA CeMbW W COCTOAHUSA PENPOSYKTUBHOIO
3[0pOBbSA HaceneHusa. VIMEHHO 3TK HanpaB/ieHUsa perfaMmeHTupy-
0TCA COOTBETCTBYHOLMMN 3aKOHOAATE/IbHbIMW aKTamu. EfuHOI
rocyfapCcTBEHHON, 3akoHoJaTesbHO 060CHOBAHHOW cTpaTerum
CHUXEHUNSA TeHeTUYEeCcKOro rpysa HaceneHus cTpaHbl NMyTeMm ak-
TUBHOI NPOPUNAKTUKN HACNELCTBEHHbIX U BPOXAEHHbIX 60/1€e3-
Heli B Poccum He cywectByeT. OTHYacTy BOMPOCHI FEHETUYECKOr0
3[0pOBbA HaCe/eHNs paccMaTpMBalOTCA B npukasax MuHucTtep-
CTBa 34paBooxpaHeHns PP, pernaMeHTUpyOLWKUX paboTy meau-
KO-TreHeTMnYecKol Cnyxobl.

CornacHo ctaTbe 15 CemeiiHoro kogekca Poccuiickoii depe-
paummn: «MeguumHckoe obcnefoBaHme nL, BCTynawLWmx B 6pak,
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a TaKXKe KOHCYNbTUPOBaHUE NO MeLUKO-TeHETUYECKUM BONpPOCam
1 BOMPOCaM MAaHWPOBaHWA CeMbW MPOBOAATCA YUPEXAEHUAMU
rocyfapCTBeHHOW U MYHULMNANbHOM CUCTEMBI 34paBOOXPaHEHMS
Mo MECTY WX XWUTeNbCTBA 6ecnnaTHO M TOMbKO C COrnacus nn,
BCTYNarLwWmx B 6pak». Ha cerofHAWHNA feHb npaBaMu, 3akpen-
NeHHbIMMW 3TON CTaTbeld, ByayLiMe Cynpyru nofib3yloTca KpaiHe
peaKo, Torja Kak aHanoruyHble npoueaypbl B 3anagHbiX CTpa-
Hax —3TO pacnpocTpaHeHHas MpakTuka.

B Poccun Becb KOMMEKC Mep MO BbIABNEHWUO, NPOYUNAKTU-
Ke 1 neyeHuto BH3 ocyluecTBnseTcs ¢ NOMOLLbIO MeANKO-TeHe-
Tnyeckoi cnyx6bl (MIC), 3aKoHOAaTeNbHON OCHOBOW KOTOPOI
asngaetca MNMpukas MuH3gpasa PP Ne316 ot 30 gekabps 1993 r.

CornacHo aTomy npukasy, npuHUun cTpyktypel MIFC - Tep-
pPUTOPUaNbHbIA, OCHOBAHHbIM Ha CO34aHUN W PasBUTUN MaTepu-
anbHbIX, KafpoBbIX U (hMHAHCOBbLIX PECYpPCOB 34pPaBOOXPaHEHUSA
4N 0becneyveHns rapaHTUPyeMbIX BUAO0B MeAUNKO-TeHEeTUYECKON
MOMOLLM CEMbSAM, OTATOLWEHHbIM HACNEeACTBEHHOW W BPOXAEH-
HOI natonorueii. B cOOTBETCTBMM C TePPUTOPUAIbHBIM NPUHLLA-
nom opraHusaunu MIC BbigenseTca YeTbipe YPOBHA yupexnie-
HUA MeAMKO-TeHEeTUYECKOl MOMOLLM HACeNeHUI0: pPaioHHbI
(ropofcKoii), permoHanbHbIA (061aCTHOR, Kpaesoi, pecny6nu-
KaHCKUIN), MEXPEernoHanbHblii 1 GegepanbHblil ypoBHU. O653aH-
HOCTU MeXAy YUpexAeHWAMW pacnpefefieHbl Takum o6pasom,
4yT0ObI 06eCNEeUnTL «MakcumansHoe npubamxkeHne MIFC kK mecty
XWUTENbCTBa 06CNYXMBAEMbIX KOHTUHTEHTOB HacesneHus». 3aja-
yamy painoHHOro (rOPOACKOr0) YPOBHSA ABNSIOTCA «BbISBEHME
CeMei, OTArOWEHHbIX HAaC/eACTBEHHOW 1 APYTrOi NaToNornen, nx
Y4eT 1 Hanpas/fieHWe B PErMoHanbHOe MeANKO-reHeTUYecKoe yu-
pexzeHve, fucnaHcepHoe HabMojeHVe 3a MLAMU C BbISIB/IEH-
HOIl maTonorueii, pacnpocTpaHeHe MeAnKO-reHeTUYecknx 3Ha-
HWUI cpefu Bpayeid, cpefHero MefgnepcoHana U HaceneHus paii-
OHa».

Ha pervoHanbHOM YpOBHe CO34aeTcA Kak CaMOCTOATEeNbHOe
neyebHo-npodunakTnyeckoe yupexgerve (JINy) wan B coctase
apyroro JIMNY Meauko-reHetnyeckas KoHcynbtaumsa (MTK).
MTK 06beauHsAeT Ha aAMWHUCTPATUBHOM MAN (PYHKLMOHANbHOW
OCHOBE BCEX CMeLnanMCTOB-TEHETUKOB LPYIUX YUPeXeHWA.
MIK npefoctaBnseT HacefieHUIO Crefyloline BUAbl MeLNKO-
reHeTuyeckoii nomowwm (MIM):

* MEeAMKO-TeHeTUYECKOe KOHCYNbTUPOBaHMe cemeil U 60b-

HbIX C HAC/IeACTBEHHOM W BPOXAEHHOIN NaTonorunei;
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npeHaTanbHbIli CKPMHUHT 6epeMeHHbIX Ha pacrnpoCcTpaHeH-
Hble XPOMOCOMHbIE 60/1e3HN U BPOXKAEHHbIE MOPOKU Pa3Bu-
T™ma LUHC,;

npeHaTanbHyIo AMarHoCTUKY pacnpoCcTpaHeHHbIX HaCNeaCT-
BEHHbIX U BPOX/EHHbIX 60Ne3Heik;

CeNEeKTUBHbI/ CKPUHWHT CeMeR 1 60/1bHbIX Ha HACNeACTBEH-
Hble 60M1e3HU 06MeHa;

HanpasfeHne ceMeil U 60/bHbIX CO CMOXHBIMU Cly4asMu
naTonornm B MeXpernoHansHyro MK nan degepanbHblii
MTIL, ona yTOYHEHUS ApMarHo3a U reHeTUYeCcKoro KOHCY/b-
TUPOBaHMS;

BefleHNEe TeppuTOPUaNbHOrO peructpa cemei n 60MbHbIX
C HacneACTBEHHOW W BPOX/EHHOW NaTONOIMEN U UX AuUC-
naHcepHoe HabnoaeHue;

nponaraHja MeAnKO-reHeTUYeCKNX 3HaHU cpean Hacene-
HuS.

MeXXpernoHanbHblli ypoBeHb OkaszaHust MITT —3To Hekoe
NMPOMeXyToyHoe 3BeHO. MITK 3TOro ypoBHS BbIMOMHAT KOHT-
PONbHblE PYHKLUN B OTHOLLEHWUW YUPEXAEHWUI CBOEr0 PernoHa,
06cneaytoT 60NbHBLIX MO HANPaBAEHUIO YUYPEXEHWUI pernoHanb-
HOFO YPOBHSA 1 NpK HEOBXOAMMOCTM HanpaenAlT nx 8 ML, de-
[lepanbHOro ypoBHs.

Ha 6ase segywmx HUWM n knnHWK co3gatoTcsa pesepasbHble
MeLUKO-TeHeTuyeckne LeHTpol (PMIL), B ToM yncne cneyua-
Nn3NpoBaHHble. B X 3afayn BXoAuUT:

* KOHCY/IbTVPOBAHWE CMIOXHbIX C/lyyaes NaTofornun, nogreep-
Xaalowasa [OMarHoCTUKA CNOXHLIX U PefKuX Ccnyvaes
Hac/neACTBEHHbIX 601e3Heik;
pa3paboTka, anpobauna v BHepeHMe HOBbIX METO/0B Anar-
HOCTMKMW, NIeYeHns n peabunutayuu, NogrotToBka 1 nosbl-
LeHVe KBanM(uKaLmMm CneymanncToB MeguKo-reHeTuyec-
KUX YUPEXAEHNA MyTem OpraHu3aunm CTaXWPOBKU Ha pa-
604yem mecTe;

* OCYLLECTB/IEHVE KOHTPONS KayecTBa paboTbl HUXECTOALLNX
MEeLNKO-TeHETUYECKNX YUPEXEHWA;

BeleHMNE PErMoHanbLHOro perncTpa cemeii u 60bHbIX C pea-
KOW HacneAcTBEeHHOI naTonorue;

pa3paboTKa Hay4yHO-MPaKTUYECKUX MporpamMm Mo 3akasam
MuH3gpaBa uim oTAeNbHbIX TEPPUTOPUIA.

B ropogax, rge pacnofioXeHbl permoHanbHole MM n dMIL,
nocnegHve MOMUMO CBOWMX HEMOCPELCTBEHHbIX 0653aHHOCTEN
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BbINOMHAIOT Tak Xe hyHkuun MIK. B nprkase npusefeH nepe-
yeHb ®MTIL. Yetbipe ®MTIL HaxopaTca B MockBe, OAUH -
B Tomcke 1 oguH B CaHkT-IeTepbypre (HWW akywepcTsa v ru-
Hekonoruu M. [1.0.01T1a PAMH).

Yxe 6onee 10 neT B cTpaHe chOpMMpOBaHa M [eliCTBYET 3Ta
CXema OKa3zaHWUA MefLUKO-TEeHETUYECKOW MNOMOLLM HaceneHuto.
B fononHeHmne K Heid 28.12.2000 r. 6611 n3gaH Mpukas MuH3gpa-
Ba P® Ne457 «O coBepLUEHCTBOBaHMM NPeHaTabHOl ANarHocTu-
KN B NPO(MNaKTVKe HACNeCTBEHHbIX W BPOXAEHHbIX 3aboneBa-
HWUA y geTeil», KOTOPbIA onpefenseT N yTOUHSAeT MegULMHCKME
acnekTbl NMPEHATaNbHOr0 CKPUHUHTA.

MpeaycMOTPEHHbIE B 3TUX HOPMATUBHbIX aKTax Mepbl No npo-
(hnMnNaKkTUKe PoXAEHMS feTeil ¢ HaCNeACTBEHHOW M BPOXAEHHON
naTonorueii NO3BONAIOT CYLLECTBEHHO CHM3WUTb YacTOTYy Hacnes-
CTBEHHbIX 3a060/1€BAHWNIA, HO TONbKO NPU YCIOBMM YETKOTO BbINO/-
HeHus BCex 3Tanos, Bcex anroputmos MITC.

UT0 Xe peasibHO Mosy4yaeTcs Ha NpakTuke? MPOTOKON CTaH-
fapTHOro obcnefoBaHns OyayLnx poanTeneid 3akpenieH B Meu-
LMHCKOW AOKYMEHTAaLUN, HO MHOIO /N CYMPY>XECKNX Nap Mpoxo-
JAT nofo6Hoe uccnefosBaHne? Kak nokasbliBaeT HaLl OMbIT, Meu-
KO-TEHETUYECKYIO KOHCY/NbTaLMIo MOy4aloT Te, KTO 3HAeT WM
nofo3peBaeT y cebs HaaMyne HacnefCTBEHHOro 3aboneBaHWs
M 06eCcrnoKoeH COCTOSIHMEM 3[0poBbsA Oyayulero pebeHka (cM.
rnasy V). Te Xe, KTO YyBEpeH B CBOeM 3[0pOBbe, obpaLiatoTcs
B XXEHCKYI0 KOHCY/NbTauuio yXe rno gakty 6epemeHHocTn. Ecnm
Xe cynpyru 06paTnanch B NOAUKAMHUKY NO MeCTy NPONUCKU, TO
Bpayn, Kak npasuio, He HaNpPaBnfAOT UX Ha MEAUKO-TeHeTnyec-
KOe KOHCY/nbTUpOBaHWe 6e3 BECKUX MPUUYUH (OTATOLLEHHBbIN
aHamHe3 unu Hanuune 6M3KUX POACTBEHHUKOB C NOA06HOI na-
Tonorueit). EcCTeCTBEHHO, YTO y4aCcTKOBbIE BPayu, fa U Bpayun yac-
THOW MPaKTUKKN KpaiiHe pesko MMEKT NpeAcTaBneHne O COBpe-
MEHHbIX BO3MOXHOCTSAX MeANKO-reHeTNUeCKoi cnyxobl. eHeTun-
YyecKue nccnefoBaHMs NPOBOAATCA TONbKO B YCNOBUAX CNeLnanm-
31poBaHHbIX nabopatopuii ®MIL|, KoTopble, Kak NpaBuo, Ha-
X0AATCA B KPYMHbIX ropojax.

A heKTNBHOCTb NPEKOHLUENUNOHHON npodunakTukm n MNA
OCHOBaHbl Ha AOCTAaTOYMHO 6O0MbLIOM KOAM4YecTBe ObpaLyeHunit
(cm. rnaBy ). UTo6bI 3TOT @IrOPUTM BbIMOMHANCSH, BAXKHO, YTO6LI
camu poautenu 6bin yoexaeHsl B HEOO6X0AMMOCTU 0bpaLleHuns
Ha MeAMKO-TEHETUYECKOe KOHCYNbTUPOBaHWE [0 HaCTyMaeHUs
6epemMeHHOCTH, a TaKKe YTOObl Bpaun XXEHCKMX KOHCYNbTauuWii
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M LEHTPOB N1aHNPOBaHWSA CEMbU UMeSN NPeSCTaBeHNE O peasb-
HOM COCTOSIHUM [MArHOCTUKW HACc/MeACTBEHHbIX NAaTONOMNIA U Ha-
npasnanu 6l Cynpyros A1 NpoBefeHns reHeTuyeckoro o6eneno-
BaHWsA. B 3ToOl cBA3M HEOOXOAMMO NpesnpUHMMATL Mepbl NO Mo-
BbILUEHWNIO MEAMLMHCKON TpaMOTHOCTU HACefleHUs, PaBHO Kak
N MNOBbLIWEHNIO NPOYECCMOHANLHOIO YPOBHSA Bpayeil. BaxHoW
npo6seMoii NPOBEAEHNA TaKUX YIPeXAatoLWmnx AMarHoCTUYECKNX
MeponpusaTuiA ABAsSETCA XOpollas O0CBefOM/IEHHOCTb Bpadyei
0 He06X0AMMOCTN MeMKO-TeHeTUYECKOr0 KOHCY/IbTUPOBaHMWA [0
6epeMeHHOCTK, a TaKXKe 0 CPOKax U YCNOBUAX, HEOOXOAUMBIX ANA
NpoBefeHNsa TaKoin AMarHoCTUKM BO Bpemsa 6epeMeHHOCTM (FnaBbl
X, X1).

B pesynbTaTe aHanM3a 0CHOBHbIX JOKYMEHTOB, perfiaMeHTupy-
IOLWMNX eATeNIbHOCTb MeAMNKO-TeHETUYECKON CyX6bl, CTAHOBUT-
€S OYEBMAHBIM, YTO cUCTeMa npodmnakTukm BIP B Poccun cy-
LLIECTBYET, HO ee 3hheKTVBHOI paboTe MeluaeT psfg npobnem op-
raH¥3aLUMOHHOTO WM YnpaB/ieHYecKoro XxapakTepa. Bo-nepsbix,
BO BCEX 3TUX AOKYMEHTaxX OTCYTCTBYET (hMHaHCOBOe 060CHOBaHMe
LesTeNbHOCTU NogpasgeneHunin cnyoébl MA4. Ecnm ecTb ynomuHa-
HVe 0 (POPMUPOBAHUN TOTO UM MHOTO LieHTpa 3a CYeT hefepans-
Horo 6ropkeTa unu 6rogKeta cyobekTa hegepal M, TO HET HU Of-
HOro ynoMnHaHus 0 OMHAHCMPOBaHWUW TeKyll el AeATeNbHOCTH
ee cocTasnsaowmx. o 2000 r. yacTUYHOE (PUHAHCMPOBaHWe BCel
cnyxo6bl M, Poccun ocywecTBnsanochk 3a cyeT cpefcTs Poccuii-
CKOro (hoHfa «[eTn-nHBanugbl», KOTOPOE, K COXaneHuto, 6bino
MOMIHOCTHIO MpeKpaLleHo.

HekoTopble GyHKLWN 6blNY BO3NOXEHBI HA YXE CYLLECTBYIO-
LMe CTPYKTYpbl 6e3 yBe/nnyeHus wwTaTa, 4ONONHUTENIbLHOTO (u-
HaHCUPOBaHMA NN MOCTABOK LOMNOJIHUTENLHOIO0 060pYA0BaHNS.
B pesynbTarte BbINOAHATb CBOU (DYHKLWW B MOSHOM 06bEME MHO-
rme nogpasgeneHnss MICC npocTo He B cOCTOAHUN. KpaiiHe Hun3-
Kne CTaBKWM 3apabOoTHON MnaTbl Bpayei cnyxobl M, 0C06EHHO
B ®MIL, npuBenun K ToMy, YTo 60/bLIAsA YaCTb YCAYF 3TUX LEHT-
poB cTanu naatHbiMuU. CTany NOABAATLCA MHOTOYMC/IEHHbIE KOM-
MepyecKue CTPYKTYPbI U LEHTPbI 415 0Ka3aHUA NAaTHbIX YCayr no
pas3nuyHbiM cocTasnsowmm MO (Y3, 6C, nabopatopHasa anar-
HOCTUKA). OTU YCYT¥ 3a4acTyto He TO/IbKO He Mo KapmaHy nauu-
€HTY, HO U OCYLLeCTBAIOTCA UL AMMN, He MpoLlejWwMMmn CneLu-
aflbHY0 MpoeccMoHaNbHYI0 NOArOTOBKY M HE UMEIOLWUMU f0C-
TaTOYHOro onbiTa paboThl B 06nactu N[, HacneACTBEHHbIX 60/1e3-
Hen.
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Takum 06pa3om, (hMHaHCMpPOBaHWe NporpaMmm NpPomNaKTUKm
BH3 u3HayanbHO He NNaHMPOBANOChb 3a CYET OHLXKETHbIX
CpeacTB rocyaapcTsa. NMepegaya aTUX NOAHOMOYKIA Ha MeCTa, UX
(hMHaHCUPOBaHWe U3 MyHULUNANbHBIX U PerMoHanbHbIX CPeACTB
ABUAUCH TNaBHbIMW NPUUYUHAMU UX TEPPUTOPUANILHONR, MeToau-
YeCKOM U KOHLenTyanbHON pa3obLieHHOCTU, YTO, B KOHEYHOM
cueTe, MPUBENO K Ae30praHusaunm Beei cny>xobl NpotnaakTuKm
BH3 B Poccun. 13 pasgena rapaHTUPOBaHHbIX COLMaNbHbIX 3aBO-
eBaHuii MJ, Bce 6o/blue cKaTbiBaeTCA B 06/1aCTb YaCTHOrO Mpej-
NnpuHUMaTeNnbCTBa. BMeCTo YeTKuX, 0TpaboTaHHbLIX aliropuTMOB,
cnyxo6a M Ha mecTax HepeKO NOAMEHAETCSA NNLUb ee OTAENbHbI-
MW COCTaBASIOLMMM, Yalle BCEro ynbTPa3ByKOBOW fMAarHOCTU-
Koii. OTCYTCTBME YeTKMUX B3auMOAENCTBUI BCex YpoBHeid MIC,
HeAoCTaTOYHas OCBEAOMJIEHHOCTb Bpayeli U HaceneHus o BO3-
MOXHOCTAX [, BbiCOKas cToMmMocTb yenyr M/[, B YacTHbIX 1abo-
paTopuax U LeHTpax CnocoBCTBYHOT elle 60/bLuel fpaMaTuyHoC-
TV 06wWeli cutyauun MA BH3 B cTpaHe. EAVHCTBEHHbIV pasyMHbII
BbIXO[, —MepeBecTy BCo cny>koy M BH3 Ha Lenesoe 6rogpKeTHOe
(MHaHCMPOBaHWE C OfHOBPEMEHHbLIM CYLLECTBEHHBIM YBeIMYEHNEM
3apnaaThbl COTPYLHWKOB (hegepasbHbIX 1abopaTopuii U LeHTPOB, 3a-
HATBbIX M. He UCKNOYEH 1 ApYroii BapuaHT, NPaKTUKyeMbIiA BO
MHOTUX 3anafHbIX CTpaHax —1epeBog Bceit cny>kobl M4 BH3 Bpas-
Jen 0653aTeNbHOro MeguUMHEKoro cTpaxosaHus (OMC). U B Tom,
M B APYroM cinyyae NnoTpebyroTcs 60/bLUMe JeHEXHbIE BOXEHUS
M LOCTATOYHO ANUTENbHOE BPemMs, YTOObl BOCCTaHOBUTL a(h(ek-
TUBHOCTb paboThbl cyx6bl M, Ha MecTax.

12.2. MPNHUNNBI OPFTAHU3ALI CNY>XBbI M4,

B CAHKT-METEPBYPI'E

Cnyxb6a MM B CaHkT-lMeTepbypre (JleHMHrpage) nossunach
B 1987 r., korga B HWMAT AMH CCCP 6blna co3gaHa naboparo-
pvsa npeHaTaNbHOW AUArHOCTUKM HaCneACTBEHHbIX W BPOXAEH-
HbIX 3a60n1eBaHWNiA. IMeHHO 34ech 6binn NpeaoXeHbl COGCTBEH-
Hble OpUTMHaNbHbIE METOAbI MOSYYEHMS MIOLHOTO MaTepuana
B Nt06Gble CPOKM OGepeMeHHOCTW, pa3paboTaHbl 3PHEKTUBHbIE
N 3KOHOMMWYHbIE METOAbl LUTOrEHETUYECKOrO U MOJIEKYNIIPHOIO
aHanusa ¢ uenbto MM XpPOMOCOMHBIX M FeHHbIX 60/e3Hel, Hana-
XKEHbl N BHeAPEeHbl B MPaKTUKY METOAbl GMOXUMMNYECKOTO CKpU-
HUHTa 6EPEMEHHBIX.

B TeueHue aTux net nabopatopus NpeHaTajibHOW AMarHocTu-
KW HacnefCTBEHHbIX W BPOXAEHHbIX 3aboneBaHnin HUUNAT
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M. [1.0.011a PAMH 6b1Na eANHCTBEHHbIM LeHTpoM M/, Hacnes-
CTBEHHbIX W BPOXAEHHbIX 60M1e3Hei He ToNbko B CaHKT-MNeTep-
6ypre, HO 1 BO Bcem CeBepo-3anagHom pervoHe Poccun. Kpome
TOro, naboparopma TakxXe OCYLLeCTBAAET (YHKLUN €ANHCTBEH-
HOro B cTpaHe ueHTpa M MyKoBMCLMA03a U, KaK YXKe YNOMUHa-
Nnocb, ABNAeTCA OLHMUM U3 (hefepalbHbIX MefUKO-TeHEeTUYeCKUX
LleHTpoB P®.

Ba)xHO OTMETUTb, YTO C/IOXMBLLIAACA B TEYEHWEe MHOIUX /et
cny>kba MM B CaHkT-lMeTepbypre ABNAeTCA MHOrOYPOBHEBOMA
N MHorosTanHoli. C Hauana cBOero CTaHoB/eHUs cnyx6a M/ no-
mumo nabopatopun HUUNAT uvm. 0.0.0tta PAMH BK/IOYaeTt
MegunKo-reHeTn4eckunin ueHTp (cerogHs —IY3 [uarHoctuyec-
Knii ueHTp (MeguKko-reHeTuuyeckuin)) CaHkT-leTepbypra, Bce
YXXEHCKMEe KOHCYNbTauun, YUpexaeHns pogOBCMOMOXEHUA U Ka-
6VHeTbl yNbTPa3BYKOBOWN ANArHOCTUKM.

Kak BUAHO Ha cxeme (puc. 12.1), nocnegHue npeacrasnstoT
€060V nepBbIin (6a30BbIi) ypoBeHb Cy>Kobi M. B nx 0653aHHOCTH
BXO[MT OCYLLIECTB/IEHME TPEXKPATHOr0 ¥ 3-CKpUHWHTa BCeX bepe-
MEHHbIX, a TaKkxe 3ab6op 06pa3L,0B KPOBY /15 NPOBeAEHNS B1OXn-
MWYECKOr0 CKpUHMHra. Yvactne XK un gpyrux pogoscrnomora-
TeNbHbIX YUpeXxaeHuin 1-ro ypoBHa B cnyx6e M/, nx KOHKPeTHbIe
(hYHKLMN B KaXLOM TWUMEe MpeHaTasbHOro CKPUHWHIA, a Takxe
pekoMeHJaLmMmn naymeHTam B 3aBUCMMOCTU OT Pe3y/ibTaToB CKpU-

3-ih ypoBeHb - HUWAT nm. [1.0.07Ta (PepepanbHbiit ML)
MHBasmeHaa M4, MI-KOHCynbTUpoBaHne
BbipaboTka pekoMeHAaumin 1 TakTUKn BegeHnss 6epemMeHHoCTH

2-ii ypoBeHb - AnarHoctunyecknii MIry
Y3 BbICOKOIO YPOBHSA
AHanmnz A®MM n Xr'Y (6MoXMMUYECKNA CKPUHWHT)
MuBasmeHas MM (c 2005 r.)

YXeHcKkre KoHcynbTauum

u gpyrue pogoscrnomMorartesibHble yupexxaeHus:
TpexKpaTHblii Y 3-CKPUHUHT
3a60p Npo6 KPoBY A151 BUOXMMUYECKOTO CKPUHUHIA

Puc. 12.1. CTpykTypa cnyx6bl M4 B CaHkT-MNeTepbypre (NOACHEHUA B TEKCTE).
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Tabnmua 12.1

®yHKLUUM KK 1 Apyrux pofoBcnomMoraTeibHbIX yupexxgeHuii,
ocyuiecTBAAWMX HabNwgeHne 3a 6epeMeHHbIMNY
B CaHKT-MeTepbypre, B NnpeHaTanbHOW AMarHocTmke

Tun J,0N0NHNTENbHbIE MEPONPUATUSA
npeHaTanbHoro Bua yuactus XK no 06¢nef0BaHNI0
CKPUHMHTa
YnbTpa- Y3 1-ro ypoBHS B COOTBET- + CneyuannsnposaHHoe nm
3BYKOBOM CTBUW CO CTaHAapTHbIMK Npo- 3KcnepTHoe Y3M B MI'L,
TOKONIaMW CKPUHUHTOBOTO * WnBasmeHas N4 8 HUAAT
obcnepnosaHus B 1014, 18-22
1 30-32 Hel. 6epeMeHHOCTH
Broxumu- 3abop 06pa3LoB KpoBU ans » CneuvanusnpoBaHHoe unm
YyecKuii nposefenns 6C B 15-17 e, 9KcnepTHoe Y3M B MI'L|
6epeMeHHOCTH * VinBasusHag N4 s HANAT
VimmyHono-  YCTaHoBrneHue Rh-npuHag- » [lnarHocT1Ka Hanuuus un
ruyeckuit NEXHOCTY KPOBYW GepeMeHHoli  CTEMEHU TAXKECTU remMonnTu-
1 ee cynpyra, KOHTpons Rh-  4ecKoii 6onesHu nnopa (FB)
aHTUTen B ciyyae NOBTOPHOM * BHyTpumaTtoyHoe nepenusa-
6epeMeHHOCTM y Rh(-) Gepe-  HYE KPOBM NJOAY NpM Tsxe-
MEHHOIA noii cteneHn I
O6cnegoBaHme Ha MHMeKL UK
Moneky- C60op cemeiiHOoro aHamMHesa * AHK-anarHoctuka gna
NAPHbIN [Nf onpefeneHns Hanmuma B YCTaHOB/eHUA
ceMbe MOHOTeHHOI 60M1e3HM MH(OPMaTUBHOCTU CeMbM
» MonekynapHas N[
LinToree- C60p aHaMHecTMueckux faH-  * KapuotunuposaHuecynpy-
TUYecKuit HbIX O HANMUUK B ceMbe xpo-  FoB Npu MHB v 6ecnnogum

MOCOMHbIX 60/1€3HE, NpUBbI-
YHOrO HeBbIHALLMBaHMA
6epemeHHocTu (MHB), peteit
¢ MBMP

» KapuotunuposaHue geTeli ¢
MBIP
e LinToreHeTtunueckas Mna

HUHTra npusefeHbl B Tabnuue 12.1. ECTeCTBEHHO, YTO MMEHHO
JaHHbIA YPOBEHb B 3HAUYMUTENLHOW Mepe onpegenser LIUPOTY
oxBaTa 6epeMeHHbIX cnyx60i M v ee 3thheKTUBHOCTb MO BbISAB-
nenmto BH3 n ux cBoeBpemMeHHOl npogunakTrke. B cooTBeTcT-
BMW C MNPUBEAEHHbIM anropMTMOM BaXXHEWLWUMU (YHKUUAMU,
ocyulecTnsembiMM Bpavyamm XXKK nocne noctaHoBKM GepemeH-
HOW Ha y4eT, ABNATCA Y 3-CKPUHUHT 1-ro ypoBHS, 3a6op 06pas-
LoB KpoBu gna bC un, npn He06X0AMMOCTH, YTOUHEeHNe RJi-(hak-
TOpa M YPOBHA aHTU-Rh aHTUTEN Y XEHLUHBI.

Ha BTopom ypoBHe cny>k6bl M, npegctasneHHoOM inarHocTu-
YECKUM LEeHTpPOM (MeAMKO-TeHeTUYeckum), nposoautca Y3U
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2-T0 YPOBHA, MeAWKO-TEHETMYECKOE KOHCYNbTUPOBaHWe, 0cCy-
LLeCTBNAETCA BMOXUMUYECKUNIA CKPUHUHT. CornacHo Pacnops>ke-
Huo Ne45 o1 21.02.2005 ¢ 2005 r. 34ecb Havana npoBOAUTLCS UH-
BasuBHaa [1[, XpOMOCOMHbIX 60Me3Heil, MpPeMMyLLecTBEHHO
Y KEHLWH BO3pacTHOW rpynnbl 35-39 f1eT ¢ BbICOKMM PUCKOM MO
BC.

Y XEHLLUH rpynn BbICOKOro pUCKa HacneiCTBEHHON NaTosno-
rMu, BbISBNEHHbIX Ha 1-M 1 2-M ypoBHax M [, B nabopatopuu MAa
HUNAT vm. 4.0.01Ta PAMH (3-i4 ypoBeHb) NpOBOAUTCA MHBa-
31BHaA N[ XpOMOCOMHBIX 1 FeHHbIX 60M1e3HeR y Nnoja, Ha 0CHO-
BaHUM KOTOPOWA BbipabaTbiBalOTCA PEKOMEHAALMMN 1 TaKTUKa Be-
LeHns 6epeMeHHOCTH.

B3aMMOOTHOLLIEHNS YUYpeXeHWA 34paBOOXpaHeHNUs CyXObl
MA r. CankT-MeTepbypra npeActaBneHbl Ha pucyHke 12.2.

OCHOBHbIEe OpUANYECKNE JOKYMEHTbI, KOTOPLIMU CErOAHSA pY-
KoBoAcTByeTcA cnyx6a [ CaHkT-[eTepbypra, npueefeHbl
B MeToAunueckom nocobumn (baparHos B.C. v gp., 2004).

Mpu BbISBNEHMM XPOMOCOMHOW WM TEHHOW NaTonorMn y naoga
06s3aTeNbHbIM 3 Tanom M/ ABNAeTCA KOHCY b TUPOBAHNE XKEHLLVHD
C npegocTasneHnem el BCeli MHhopMaLmm 0 MPOrHO3e >KU3HU pebeHKa
B Cnydae ero po>kaeHuns. KoHcynbTauua ocHOBaHa Ha pesy/bTaTax
NabopaTopHbIX aHaNM30B U PEKOMEHAALMAX KOHCUANYMaA BpaYeli:
akyllepa-rmHekosnora, cneunanucra Y3/, reHeTuka, HeoHarToso0ra,
Lpyrux cneyunanucTos. PelleHne Bonpoca 0 COXpaHeHUU Unmn npe-
PbIBAHUN BGEPEMEHHOCTM XeHLMHa NPUHUMAET CaMOCTOATENBHO.
KoHeyHo, ee peLleHne BO MHOIOM ONpefenseTca Ka4ecTBOM KOH-
CYNbTUPOBAHUA Nocne anarHoctuku (cm. rnasbl V, XIII).

Ba>kHbIM aTanom M/ asnseTca Bepudmkauma gnarHosa (BA).
B cnyuae B/l XpoMOCOMHOI natofioruy naoga Heobxoaumo He
TOJIbKO MOATBEPLAUTL XPOMOCOMHYHO aHOMasIMIO, HO U NPOBECTYU
naToMoponornyeckoe nsyyeHve aboptyca. Mpn oTcyTCTBMM 06-
WenpPUHATON CXeMbl KOMMEKCHOr0 WcCnefoBaHWA MA040B
C XPOMOCOMHbIMUK abeppauuamu, yuuTbiBatoLleid smb6puonoru-
YyecKme M LMUTOrEHETUYECKME OCOBEHHOCTU XOPUOHA, a Takxe
ONbIT, HAKOMMEHHbIA NPY UCCNeLOBaHMMN CNOXHbIX CNy4aeB, Ha-
MK pa3paboTaHa COOGCTBEHHAsA cXema BepuduKaumu npeHatanb-
Horo guarHosa. Cxema npegycmarpusaeT akTUBHOE yyacTue na-
ToMopdosiora, Bpaya-reHeTMKa, Bpava Y3/, uMtoreHeTnKa u mo-
nekynsapHoro 6uonora (bapaHos B.C. v ap., 2004).

B uenom, athhekTMBHOCTL M/[] onpeaensie TCA 4acTOTON BbisiB-
neHns nnogos ¢ BIMP, ¢ XpoOMOCOMHBIMM U FeHHbIMY 60/1e3HAMKN. Hau-
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Y3W-mapkepbl (BTOM yncne BMP)

depnepanbHblii MILL

Y HAWAT um. [0.0.01Ta
WuBasusHana M4
MeAnKo- reHeTUYeCKnn LieHTp

Y 6epemeHHbIxX 35-39 net

Y3-CKPUHUHT (11 H.- 13 H.6.) +

BospacTt40net u 6onee Broxumuyeckuini CkpuHuHr (15-18 H.6.

XpoMocoMHble 60n1e3Hu 1 MBMP Mpu HaM4YMM BbLICOKOTO puUcKa

B aHamHese nocne bC - nHBasmsHada Mp

XPOMOCOMHbIE NepecTpoiiku y

pogutenei

MoHOreHHble 601e3HN Y3W 2-ro ypoBHsa
Broxumunyeckuin
CKPUHUHT

XKeHcKune KoHcynbTauum u gpyrune

y 6epeMeHHbIX

pPOA0BCNOMOraTe lbHbIE YUPEXAEH: 35-39 net

TpeXxKpaTHbI Y3-CKPUHUHT
(cpoknl0-14; 18-22, 32-34 H.6.)

Puc. 12.2. B3anmopgelicTBMe yupexaeHuin 3gpaBooxpaHeHnsi CaHKT-IMeTepbypra
npu npeHatanbHOM 06cnefoBaHUN GepeMeHHbIX cornacHo PacnopshkeHunio Ne4d5
oT 21.02.2005 KomuTeTta no 3gpaBooxpaHeHuto [lpaBuTensctBa CaHKT-
MeTepbypra.

6onee aheKTUBHOIN N0 yncay BbisiBNeHHbIX BIP aBnsetca Y3-
AnarHoctuka. Tak, no gaHHbIM [unarHocTuyeckoro (Meamko-re-
HeTnyeckoro) uLeHTpa CI6 (2003), yaensHbiin Bec BIP, BnepBble
BbIfIB/IEHHbIX e Ha 1-M ypoBHe (XKK), cocTasnset 67-70% Bcex
BIP, gnarHoctMpoBaHHbIX Y3-metogamu. Mpu 3TOM eXerogHo
abconoTHoe yncno BIMP, BbigBNseMbIX MpeHaTabHO Y 3-meToga-
MW, yBennumBeaeTca B cpefHemM Ha 10—15%. Tak, ecnm B 1998 1. ux
yucno coctasuno 163, To B 2002 r. oHO BO3pocsio 1o 260. B uenom,
B 2002 I. YMCcn0 NpeHaTasbHO BbISIBMIEHHbIX Y 3-MeTo4amu NopoKoB
pgocturno 9,6 Ha 1000 6epemeHHOCTEN (36% OT BCEX CNy4aeB PoX-
[eHNs MNOA0B U JeTeli C MopoKamu).

UyBCTBUTENLHOCTL MeTofa Y3-anarHoctuky no CaHkT-lMe-
Tepbypry noka cpaBHUTENLHO HEBe/IMKA U OLLeHMUBAETCA BeAyLLu-
MU crneumanucTamm atoii cnyx6bl MM 8 30%. BmecTe ¢ Tem yxe
cerofiHs ¢ nomowbio Y3/ B CaHKT-MeTepbypre MOXHO BbISBUTb
npaktTuyeckn sce BINP, mpu KoTopbIX crefyeT peKoMeH[oBaTb
npepbiBaHne 6epeMeHHOCTN. Y3C 0C06eHHO 3h(PeKTUBEH B AU-
arHoctuke BIMP ueHTpanbHOW HEPBHOW CUCTEMbI, FAe MOAAHHbIM
[unarHoctuyeckoro (Meguko-reHetuyeckoro) LleHTpa CI16 ee
3(h(heKTUBHOCTL cocTaBnseT 6onee 90%, a TaKKe MHOXEeCTBEH-
HbiIX BIMP (66%). Hanbonbluve TpyLHOCTU NpeAcTasnseT auar-
HOCTMKa WM30/1MPOBaHHbLIX MOpoKoB cepaua (10%), a Takxke
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fedeKTOB NULLEBOr0 Yepena v AUCTanbHbIX 0TAEN0B KOHEYHOCTe
(15%). BaXHO MOAYEPKHYTb, YTO MHOTME, 0COOGEHHO M30/MpPOo-
BaHHbIE, MOPOKM AOCTYMHbI ONEpaTMBHOI Koppekunu. Moatomy
[l0 npepbiBaHMsA 6epeMeHHOCTY nnogoM ¢ BIP xeHwWwmnHe cnegy-
€T HacToATE/IbHO PEKOMEH/0BaTb KOHCY/bTaLUI0 Bpayei xmpyp-
roB-HeoHaTon0roB. OfHaKO A0 NPUHATUA PELEeHUs O NOCTHa-
TanbHOl Koppekuun nobbix BIMP Heobxogumo nposectn M[
C LENblo UCKMOYEHNS XPOMOCOMHbIX 601e3HEA.
BesycnoBHo, B paboTe cnyxbbl N[ CaHkT-MeTepbypra cy-
LLLeCTBYHOT NPO6/EMbBI, YACTb KOTOPbIX CBfA3aHa C AedekTaMu pa-
60Tbl ee 0TAe/NbHbIX 3BEHbEB. Tak, HanpuMep, B 2002 roay B ropo-
fe npeHaTanbHO BbisiBneHo 20 (31%) nnofgos ¢ Tpucommen 21.
Mpwu aTom poannocsk 44 (69%) pebeHka ¢ CLl, B TOM ymncne:
¢ 9 - y 6epemeHHbIX cTape 39 net (5 - oTkasanucb ot MM,
4 —He npoxoamnu BC v He obcneposanuce B P MILL);

e 3 —y GepemeHHbIX 35—38 neT (1 — MONOXUTENbHbIN
pesynbtat bC (0,51%), 2 - He obcnegosanucs B @ MILL);

31 —y martepeit monoxe 35 net (8 —puck ot 0,3 o 0,5%, 9 —
PUCK HWXKe NONY/ALMOHHOTO, IOXHOOTPULATENbHbIE Pe3y/b-
TaTbl, 14 He npownun BC u He obcnegosanuce B PMILL).

B 2003 r. npeHaTanbHO BbIsiBNEHO 15 Mnogos ¢ Tpucommein 21
(28,3%) 1 poamnock 38 aeteii ¢ bA;

e 8 —y 6epemeHHbIX cTapLie 39 neT (6 - oTkazanmucs oT M, 2 —

He o6cneposance B ®MIL);
e 7 - y bepemeHHbIX 35-38 neT (3 —oTKasanucb ot MA, 3 -
He npuwnu Ha MM, 1- He o6cneposanach);

23 —y martepei monoxe 35 net (1 —oTkasanack ot M4, 2 —

puck po 0,5%, 7 - 6e3 pucka, 13 - He 06cnefoBanunChb).

Takum o6pasom, B 2002-2003 rT. N0NOBUHA MaTepelt, poAnB-
WX pebeHka ¢ 6onesHblo [ayHa, He npowin BC n He 6binn 06-
cnegosaHbl B ®MILL no nokasaHuaM, TpebyowWwmMmM NpUMeHeHNs
nHBa3nBHol MA,.

B 2004 r. Ha (hoHe npeKpaLleHns (hrHaHCMpPOoBaHUA Nporpam-
Mbl CKpUHUHra MCB ¥ nM3MeHeHUs Bo3pacTa 6epemMeHHbIX Kak
nokasaHusa ans uHeasmsHoi MJ, ¢ 39 net Ha 35 neT u cTapLe, 6bi-
no BbIABNeHO 35 NofoB ¢ Tpucomuein 21 (49,3%) m pogunocs 36
peteii ¢ CLl. Matepwu, poauluve geTeii c CL B 2004 ., B abcontoT-
HOM 60/IbLUMHCTBE OTHOCUIUCH K FPYrne HU3KOro pucka no pox-
[EeHN0 pebeHKa C XpPOMOCOMHOW NaTonorneid, U, COOTBETCTBEH-
HO, Y HUX He NPOBOAUIIOCH KOMMIEKCHOTO NPeHaTanbHOro obcerne-
[0BaHUA, Kak 3To 6b110 NPUHATO B NpeablayLLMe rofbl.
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B uenom 3a 18 neT Tonbko naéopaTopun MO HAWAT mw.
[.0.0T1Ta PAMH yganocbk npefoTspaTUTb poXKaeHWe okono 500
JeTeil ¢ TSHKeNbIMU, HEM3NeYUMbIMU HaCNeAC TBEHHbIMM 3a60/1eBa-
HMsSMK, B TOM umcne 6onee 100 ¢ 6onesHbio JayHa. B 3T0it cBsizm
YMECTHO OTMETUTb, YTO COrNacHO O(hnLManbHbIM JaHHbLIM COfep-
>KaHuve T0/bKO 0fHOro pebeHka ¢ 60/1e3HbI0 [layHa 06xoauTcs rocy-
fapcTBy He MeHee 150 ThiIC. B FO4 NPy CPeaHel NPOLOIKNTENb-
HOCTW XW3HW TaKoro 60/IbHOro 26 fieT. Takum 06pa3oM, TOJbKO Ha
60MbHbIX € cuHapomMom [ayHa B pesynbTaTe /[ TOofbko 0gHUM
OMTI L rocygapcTBy 6b1710 COKOHOM/IEHO CBbilLie 3900 MITH. py6neid,
YTO B fecATKMpa3 6obLLe TeX CpecTB, KoTopble 6blIn 3aTpadye-
Hbl Ha BClO Cny>k6y M [ ropoga 3a Becb MepYof, CyLLEeCTBOBaHMS
cny>k6bl M4 e CaHKT-MNeTepbypre.

12.3. PACYET 3KOHOMUNYECKOW 3®EKTUBHOCTM
KOMMIEKCHOW A, C LIE/TbIO MPO®UNAKTYIKIA
BPOX/AEHHbLIX 1N HACNEACTBEHHbIX 3ABOIEBAHUN
YEJZTOBEKA

OueHKa 3KOHOMWYECKOro 3hekTa M 3KOHOMUYECKON 3h-
(heKTUBHOCTU —O0CO6bIA NpeaMeT AN paccMoTpeHus. Hike 6y-
[eT npvBefeHa MeTOAMKa pacyeTa CTOMMOCTW OTAENbHbIX YCAYT,
KOTOpble (hopMuUpytoT Komnaekc MM, a 3aTeM Ha OCHOBe MoJy-
YEHHbIX AaHHbIX MPOBOAWNTCA aHannM3 3KOHOMMUYECKOW adgek-
TUBHOCTU MPOrpaMMm MpeHaTasbHOr0 CKPUHWHIA HEKOTOPbIX 3a-
60neBaHwIA.

AKTYya/IbHOCTb 3TOr0 3KOHOMMWYECKOro 060CHOBaHUA onpege-
NnAeTca Heob6XxoaMMOCTbIO pa3paboTkM u anpobauum CUCTEMBI
HOpPMaTuBOB (HOPMUPOBAHWNA PECYpPCHON 6asbl B LIeSIOM Ha Mpu-
Mepe KoMMaeKca MeAnLMHCKNX MeponpuaTuii B paMkax O4HOro
N3 HampaBfieHWi npegnaraemMoin (efepanbHON LENeBoii Megu-
KO-coumanbHoi nporpammbl (PLIMCI) (cm. ganee). Mpaktu-
yeckas 3Ha4YMMOCTb 3TUX PacHeTOB COCTOUT B UX UCMO/b30BaHUM
cnyxooii MNA; Ha ocHoBe HOpMaTMBOB KOMWUTETOM MO 34paBOOX-
paHeHuto MpaeutenscTBa CaHKT-MeTepbypra NaHNPYOTC He-
00X0AMMble 0OBbEMbI PECYPCOB, B TOM 4ucie M (DMHAHCOBGLIE,
AN hopMmpoBaHuAa 6GrofKeTa ropofa Ha cnegyrowmii rog. JaH-
Hble pacyeTbl Y>Ke OblaY UCMO/b30BaHbl MPU pa3paboTKe MpoeKTa
6tomkeTa CaHkT-MNeTepbypra Ha 2004 1. 1 2005 r.

JKOHOMUYeCKMe pacyeTbl MPOM3BOAUANCL NO METOAMKE
0O.C.KopoTteeBoii (2003) Ha OCHOBe «WHCTPYKLUM MO pacyeTy
CTOMMOCTU MefUUMHCKUX ycnyr» oT 10.11.1999 r. [laHHYyl0 WH-
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CTPYKLMIO HEO6XOAMMO NPUMEHATL B afianTUPOBaHHOM BUAe, TaK
Kak OHa pa3paboTaHa 4n1a CUTyaunu, Korja oLueHvBaemMble yCiyru
ABAAIOTCA OCHOBHBIMMW B JaHHOW opraHusauuun. B Halwem cnydae
yCnyru npefocTaBnsatoTCA KAMHUYECKOW rpynnoi, Kotopas co-
CTOUT U3 COTPYLHUKOB HECKOJSIbKUX YUPEXAEHUA N B KOTOPYHO
BXOAAT KaK Bpayn, Tak U Hay4Hble COTPYAHNKM, paboTa BbINMOHA-
eTcs Ha 6asze HWWAT, a (akTuyecky OONXHa OCYLLECTBAATLCA
B paMmkax MI'L. Takum obpasom, Ans pacyeta CTOMMOCTM yCnyr
Heo6X04MMO BHECTU B METOAUKY PAL KOPPEKTUB.

B cooTBetcTBMM C Mpukasom MuH3gpasa Poccun oT 22.12.98
Ne374 «O BBefeHUU knaccudgumkaTopa «lpocTble MeULUHCKNE
yCnyru» paccMatpuBaemble YC/yrM OTHOCATCA K paspagy CroxX-
HbIX, 0HAKO0, COrNacHO WMHCTPYKUUK, «[0 pa3paboTKu HopmaTu-
BOB TPYZ03aTpaT Ha KaXAyto NMPOCTYIO YCyry, BXOAALLYIO B Knac-
cuukaTop, pacuyeTbl 3aTpaT Ha YCyry «noceLieHne Bpaya» ocy-
LecTBNAIOTCA MO AeACTBYHOLWMM HOpMaTMBaM TpyAo3aTpaT Kak
Ha NPOCTYI0 YCNyry».

«[og NpocToil MeANLMHCKON YCnyroli, B COOTBETCTBUM C Mpu-
Kasom MwuH3gpasa Poccuum o1 22.12.98 Ne374, noHMMmaeTca Hefe-
nMmas MefuuMHCKaa ycnyTa, UMetoLwas 3aKOH4YeHHOe, caMoCTOoS-
TeNbHOE neyebHOe WMIM AMArHOCTUYECKOe 3HauyeHue. B pgaHHOW
WHCTPYKLUMKN K MPOCTbIM YCyram OTHeCeHbl YCyrn nonnKanHu-
KW, orepaTBHbIE BMELLATE/IbCTBA, & TAKXe MOCELLLeHNS Bpaya».

CornacHo WHCTPYKLMMW, pacyeT CTOMMOCTU NPOCTON Meau-

nHckoi yenyru (C) ocyulecTsnserca no opmyne:
- g Cy:C(ﬂ-)l-Clzg3r+H3+M +$I E)I-é/ +0n,
rge Cn- npsmMble pacxofbl, CK- KOCBEHHble pacxofbl, 3T- pac-
X0Abl Ha onnaty Tpyfaa, H3—HauucneHns Ha onnaty Tpyga, M
pacxofbl Ha MefMKameHTbl, nepeBs30yHbIe cpeacTea u np., U -
M3HOC MATKOro nHBeHTaps, O —n3Hoc obopyaosaHus, I —rnpo-
Yyme pacxopbl.

K npambiMpacxofamM OTHOCAT 3aTpaTbl, KOTOPbIE HEMOCPEeLCT-
BEHHO CBfi3aHbl C MeAWLMHCKON yCayroii u noTpebnaoTea B Npo-
Liecce ee oKasaHus:

e onnarta TpyAa OCHOBHOrO rnepcoHana;

* HayucneHns Ha onnaty Tpy4a OCHOBHOIO NepcoHana;

* MaTepuasibHble 3aTpaTtbl, NOTpPebnseMble B MpoLecce okasa-
HUA MeAMLUHCKOW YCAYrn NOMHOCTbI0 (MeANKAMEHTbI, ne-
peBA30YHbIe CPeAcTBa, MPOAYKTbI NUTaHWA, OLHOPa30Bble
MeANLNHCKME NMPUHAANEXHOCTU U Ap.);

* N3HOC MATKOTO MHBEHTAaPSA M0 OCHOBHLIM MOAPa3feneHnam;
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* N3HOC MefULMHCKOro 1 NpoYyero 060opynoBaHus, UCMob3y-
€MOro HenocpefCTBEHHO B /1e4e6HO-AMarHOCTUYECKOM
npouecce.

K KOCBeHHbIMpacxofam OTHOCAT 3aTparbl, KOTOpble He06Xoau-
Mbl 418 06ecnevyeHns feaTeslbHOCTN YUpeXAeHns, HO He NnoTpe6-
NAKTCA HEMOCPeACTBEHHO B MPOLLECCE OKasaHMs MeAWLMHCKON
yenyru:

* onJiaTta Tpyza o6LeyypexjeHYecKoro nepcoHana;

* HauWCNEHNS Ha onnaty Tpyda obLieyypeXxJeHUecKoro nep-
COHana;

X034/CTBEHHbIE 3aTpaThl (3aTpaTbl Ha MaTepuanbl U Npea-

MeTbl A4/1f TEKYLUUX XO3AWCTBEHHbIX Leneid, Ha KaHuenap-

CKWe TOBapbl, MHBEHTAPb 1 OMNaTy YCNyr, BKIOYas 3aTparbl

Ha TeKYLLWUA PEMOHT U T.4.);

3aTpartbl Ha KOMaHAMPOBKM U CyXebHble pa3besfpl;

M3HOC MATKOrO MHBEHTApPA BO BCMOMOraTe/bHbIX Nofpasge-

NeHnAx;

amopTu3auus (M3HOC) 34aHWIA, COOPYXXEeHWUA 1 apyrmux oc-

HOBHbIX (DOHAO0B, HEMNOCPEACTBEHHO HE CBA3aHHbIX C OKa3a-

HUeM MeJULUHCKNX YCIyT;

* NpoYue 3aTparbl.

MepeyncreHHble KOCBEHHbIE 3aTpaTbl y4uTbiBAOTCA B Cebe-
CTOMMOCTU MeAULMHCKUX YCNYT Yepes pacyeTHble KO ULNEH-
Tbl. YCnyra «BHyTPUMAaTOUYHblE MHBa3NBHbIE BMELLATENbCTBA MO/
Y 3-KoHTposiem ¢ uenbto MM HacnefCcTBEHHbLIX W BPOXAEHHbIX 3a-
6onesaHnin» B 3aBUCMMOCTU OT CPOKA €e OKa3aHus AennTca Ha
KOpPAOLEHTE3, XOPUOH- MUnu nnaueHTobuoncuio (cMm. rnasy IX).
Ycnyra «aHanus Kkapuotuna nnoga» ABNgeTcs N0rmMyeckKUM npo-
[LLOMMKEHNEM YCNYrn «BHYTPUMATOUYHbIe MHBA3MBHbIE BMeLLATESb-
CTBa NMof ¥Y3-KOHTPOMEM C Lenbl0 MpeHaTasbHON AMarHOCTUKN
HacneACTBEHHbIX U BPOXAEHHbIX 3a60neBaHuii». MNepsas npoue-
Jypa nogpasymesaeT 3abop matepuana, a BTopas —ero o6pabot-
Ky. lMoaTtomy aHanM3 KapuoTuna Takxe AeNUTCA Ha [Be 4acTu:
aHanu3 KapuoTuna naoga no nMmgouMTam NynoBUHHON KpPOBM
W aHann3 KapnoTtumna naoga no KNeTkam XopuoHa Uam niaueHThbl.

B Tabnuue 12.2 npefcTasneHbl pesynbTaTbl pacyeToB CTOU-
MOCTM YCNyr, OKa3blBaeMbIX B 1abopaTopmmn npeHaTasbHOM auar-
HocTukn HWUMAT wum. [.0.01Ta PAMH. B npeiickypaHTe
HUWWNAT wum. 4.0.01Ta PAMH ans xuteneid CaHkT-lMeTepbypra
Ha BblleyKa3aHHble ycnyru B 2002 1. 6blM YCTaHOB/EHbI LiEHbI
B paamepe 1000 py6.
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Tabnuua 12.2
CToMMOCTb yCNyr, oka3blBaeMblX B nabopatopun npeHatanbHOi
avarHoctnkn HUWNAT um. ,.0.01T1a PAMH

Bug ycnyru CroumocTb yenyru, pyo.

1. BHyTpUMaToOUHble UHBa3MBHbIE BMeLLATEIbCTBA MO Y 3-KOHTPO/IEM C LieNbio
npeHaTanbHOW fUAarHOCTUKN HaCNeACTBEHHbIX U BPOX/AEHHbIX 3a60neBaHmni

—KOopAoLeHTe3 2005,46
- XOPMWOH- UNK NnaleHTo6moncus 1618,46
2. AHanun3 KapuoTuna naoga

—aHa/u3 KapuoTuna naoga no AMMgoLnTam 1937,18
NyMNOBUHHOI KPOBU

—aHann3 KapuoTuna naoga no KneTkam 1849,67
XOPUOHA WN MNALEHTbI

W3 paHHbIX Tabnuubl 12.3. BUAHO, YTO HM OJHA U3 paccMmaTpuBa-
eMbIX HamK yCyr He onnaymMsaeTcs nauneHtamu Ha 100%. Takum
06pa3om, fonnaTty 3a OKasaHHble YC/Iyry LO/IXeH OCYLLeCTBATb ro-
poackoin MTI L, n3 cpeAcTB, NepevmncieHHbIX M3 FOPOACKOro 6rompxe-
Ta. icxoaa n3 HopMaTyBOB MCMOMb30BaHWSA Paboyero BpeMeHun Mo
LUTaTHOMY pacnucaHuto, B 2002 I. cnefoBao BbIMONHUTL He Bonee
600 onepauwnii (hakTMYECKM 3TO YMUCNO HaMHOro 6onblie —897).
KopgoueHTe3 cocTaBngeT 0Kono 16% okasbiBaeMbiX yenyr. Cnego-
BaTe/IbHO, B rof 4O/MKHO 0Ka3blBaTbCA 0KOM0 96 YC/yr «KOpLoLeH-
Te3» 1 504 efUHMNL, YCNYT «XOPUOH- U NIaLeHTOBUONCKA».

CnegosatenbHo, AL, (MIN) CaHkT-IMeTepbypra B 2002 r. gon-
XeH 6bin (hHaHCcMpoBaTh ocyllecTsieHne MM Npy NonHOW Ha-
rpyske (a hakTM4Yeckn nNpeBbillaeT HOPMATWMBHbLIA MOKa3aTesb
yucna HBasmBHbIX M[) B pasmepe 0kono 924 Toeic. py6. B 2002 .
AL (MI) CaHkrt-lMeTepbypra npesocTaBun pacxofHbiX Ma-
Tepuanos gna MAa aona HANAT um. A.0.0tta PAMH Ha
324 Tbic. py6. Takum obpasom, geduunTt hnHaHcuposaHua MAo
B 2002 r. cocTtaBu okono 600 Tbic. py6. PaccunMTaHHble Hamu
UM pbl BeCbMa NPUBAN3UTENbHBI, TaK KAK COOTHOLLEHME KOPAO0-
LEHTE30B U XOpPUOH/MNaLeHTO6MONCMiA HeMmocTOAHHO. Kpome
TOr0, BCE pacyeThbl 6biv NPOU3BEAEHbI 415 HOPMaTUBHOW 3arpys-
KK, Torga Kak (haktmyecku 4ucio onepauuin U aHanu3oB B rof
3HaYMTENIbHO MPEBbILAET PACYETHYIO BE/IMUUHY.

[anee, Ha oCHOBe NpPOM3BeAEHHbIX PACYETOB Mbl PACCUUTAEM
OKyMnaeMoCTb rocyapCTBEHHbIX BNOXeHMW B M[. 3T0 Heobxoau-
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Tabnmua 12.3
COOTHOLWEeHNe pacyeTHON U hakTUYECKON CTOMMOCTHY yCnyr,
oKa3blBaeMblX B 1abopaTopun npeHaTtanbHon gnarHoctukn HUNAT
vm. [,.0.0tTa PAMH B 2002 1.

PacuetHass ~ ®akTuueckass COOTHOLLEHVME

Bug ycnyru CTOMMOCTb, ~ CTOMMOCTb,  (haKr./pacHer.
pyb. pyo6. CTOMMOCTb

L BHyTpumaTouHble MHBA3VBHbIe BMeLLATENbCTBA N0 Y 3-KOHTPO/IEM C LieNbio
npeHaTaNbHON ANArHOCTUKW HacNefCTBEHHbIX U BPOXAEHHbIX 3a60/1eBaHNi

- KOpfoueHTe3 2005,46 1000,00 0,50
- XOPWOH- UK NnaueHTobuoncma 1618,46 1000,00 0,62
2. AHanus KapuoTuna nnoga

- aHanm3 Kapuotumna nnoja no

M 1937,18 1000,00 0,52
nmumdounTam NynoBUHHOK Kposu

- aHanu3 KapuoTUna nsoAa no 1849.67 1000.00 054
K/IETKaM XOPMOHA U MiaueHTbl ' '

Tabnuua 12.4
PacueTHoe pMHaHCuMpoOBaHue ycnyr, okasbliBaeMblX B nabopatopuu
npeHaTtanbHoOW agnarHoctukn HAUAT nm. .0.0TtTa PAMH

HopmatusHoe Onnata nauueHtos  Onnata ML 3a

Bug ycnyru KO/-BO OKa3blBae- 33 OKasaHHble OKa3aHHbIe yCyru
MbIX YCNYT B rog4  YCNyru 3a rog, pyé. 3a rog, py6.
KopgoueHTes 96 96262,08 96262,08

XOpUoH-nMn

504 505736,38 309967,46
nnaueHTobuoncus

AHanu3 kapuotuna
nnoja no AMmgounTam 96 96704,03 89265,25
NYNoBUHHOMN KPOBM

AHanus kapuotuna

nnoga no KneTkam 504 503406,19 428827,49
XOpUOHA NN NNaLeHTbI
NToro 1202108,67 924322,29

MO AN OLEHKM M (popMMpoBaHMA 06bEMa pPecypcoB, KOTOpble
HYXXHbI NS peanun3auum npoduiakTMuyeckon NporpaMmbl B Lie-
niom.

Ona Toro ytobbl paccumMTaTb 3KOHOMWUYECKYH 3(PGeKTUB-
HocTb M[, Heobxo4MMO OnpeaenuTb CyMMY 3aTpaT Ha nposefe-
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HMe [MAarHOCTMYeCKMX MmeponpuaTmii. Ceiivyac Mbl cTaBum cebe
Liefib paccymuTatb ctoumocTb nposegeHmna MM 8 2002 r. ucxogqa us
OTYETOB O pe3ynbTatax jestensHocTu nabopatopumn N4 HANAT
uvm. 0.0.01Ta PAMH. KoOMMnekc Meponpusituid, BXOAALLMX
B CKPMHUWHIOBbIE NPOrpaMMbl, TaKkxe 6bln OnpeseneH.

Mpn noarotoBKe AaHHOW rnaBbl 3a CTOMMOCTb OTAENbHOW
npoueaypsl 6bina NpUHATA peasibHas CTOMMOCTb COOTBETCTBYIO-
wei ycnyru B HUMAT nm. 4.0.011a PAMH.

OCHOBHbIe MpaKTUYECKMe pe3yibTaThbl paboThbl fabopaTopun
3a 2002 rog cregytowpe: o6cnefosaHo 1203 nHAMBUAYYMa, B TOM
yucne 812 npeHatanbHO; BbIABAEHO 59 XPOMOCOMHbIX HapylLue-
HUin (6,03%), B 49 cnyyasx pPeKOMEHAO0BaHO MpepbiBaHue Gepe-
MEHHOCTU:

* BbifiBNeHo 20 Nn04oB ¢ Tpucomuein 21;

* 06cnegoBaHo 242 cembn (1096 4enoBeK) BLICOKOrO pucka
poOXAeHWNa fdeTeli C 4YaCTbIMW MOHOFEHHbIMW 60Ne3HAMMY,
npoBefieHo 32 npeHaTtasbHbIX LWArHOCTUKW W BbISIBIEHO
7 Ni0f0B C HacNeCTBEHHLIMU 6ONE3HAMU.

B o6weii cnoxHocTh 3a 2002 1. BpayoOM-reHeTMKOM naboparo-
pun npeHaTanbHON ANArHOCTUKM BPOXAEHHbIX W HacnefCTBEH-
HbIX 60ne3Heir B HMO HNWAT um. [.0.0T1Ta PAMH BbINOMHE-
Hbl 2982 MeAMKO-reHeTU4ecKme KoHcynbTauuu (M3 Hux 410 no-
BTOPHO), NMPOKOHCY/NbTUPOBaHbI 244 NauneHTKKW, Haxopfsuimecs
Ha CTaLMOHApHOM JIeYEHUN B OTAENIEHUAX UHCTUTYTa. Ha KOH-
CynbTauMio No NOBOAY WHBA3WBHbLIX BMELLATE/NILCTB K aKylle-
py-ruHekonory nabopatopmu HanpaBneHa 341 mauuneHTka. Bpa-
YOM aKyLLIepoM-rMHEKO/I0roM nabopaTopumM W COTPYyAHUKaMU
[unarHocTuyeckoro LeHTpa (MefnKo-reHeTnyeckoro) CaHkt-lMe-
Tepbypra, NPMKOMaHAMPOBaHHbIMW AN NOCTOAHHON paboThl
B nabopatoputo N4 HAWAT nm. A.0.011a PAMH, 6bI1K NpO-
KOHCYNnbTUpoBaHbl 3943 nauueHTKU Mo HanpasnieHuto JIMY
CaHkT-lMeTepbypra n BbINONAHEHO 6139 ynbTPasByKOBbIX MCCe-
[l0OBaHWi. B onepaunoHHON npon3sefeHo 812 MHBa3UBHbIX BMe-
LLaTEeNbCTB.

OcHoBHble pe3ynbTaTbl OGMOXMMUYECKOro CKpuHuHra Cl
B CaHkT-lMeTepbypre 3a 2002 r. Becero ob6cnegosaHo 30356 yesno-
BeK, 4TO cocTaBmio 81% oT obLero Konuyectsa GepemMeHHbIX
B CaHkT-lMeTepbypre B 2002 . B rpynmne prcka XpOMOCOMHOI na-
ToNorum okasanocb 2053 nauyneHToK (6,7% OT obuiero umcna 0b-
cnefloBaHHbIX). M3 HanpaeneHHbIX 2053 yenosek B HUUAT um.
[.0.011a PAMH Ha npuem npuww o okono 30%, 13 kotopbix 383
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6epemMeHHbIX OblNIM HanpaBs/eHbl Ha UHBA3VBHYIO MPeHaTalbHYo
[LVarHocTuMky, a OCTa/lbHbIM PeKOMEHA0BaHO Y31 BTOpOro ypos-
HA.

B 2002 r. B CaHKT-INeTepbypre pogunocs 44 pebeHka ¢ 60nes-
Hbto [ayHa, 20 (31%) Takux 60/IbHbIX ObINN BbISBNEHbI NpPeHa-
TanbHO (Taknum 06pa3om Bcero 64 pebeHka ¢ CLl). AHanm3 guHa-
MUKW BbiaBneHua CL y nnoga, HaymHasa ¢ 1997 r., nokasbiBaeT,
4YTO KOMMEKCHbIA MOAXOA4 K O0T60pY GepeMeHHbIX XXEHLMH Ha
MHBa3MBHYO /[ ¢ NOMOLLbIO YNbTPa3BYKOBOrO U GUOXMMUYEC-
KOr0 CKPMHWHIOB JaeT NoNoXuTeNbHble pesynbTatsl. OfHaKo 370
TpebyeT TOUHOro cobNAeHUA TOPOACKOro npukasa no Ma, Kox-
TPONs 3a ABKOW 6epeMeHHbIX Ha KoHcynbTauuo B HUWAT u He-
nocpeAcTBeHHO Ha MHBa3nBHYyO /.

Ona M4 cuHgpoma JayHa ncnonb3yetcd Tpu Tuna CKPUHUH-
rOBbIX NPOrpamMmm: 6UOXUMUYECKNIA CKPUHUHT (1), Y 3-CKPUHUHT
(2) n unToreHeTnyeckunii ckpuHuHr (3). MNepBblii NogpasymeBaeT
nccnefoBaHme 06pasLoB KPOBY BCeX GEPEMEHHDBIX B ONpefefieHHble
CpOKK. BTopoii BKtOYaeT B cebs TpexkpaTHoe Y 3W B AnarHocTu-
YyecKue CpokW. B pesynbTate 3TMX CKPUHWHIOB (DOPMUPYIOTCSH
rpynmnbl prckKa N0 XPOMOCOMHOIA NaTonorum y nnoga, KoTopble
B Aa/bHelilleM HanpaBnsflOTCs Ha MHBasuBHyk M. TpeTwnii
npegnonaraet, YTo BCe 6epeMeHHble cTaplie 35 fIeT, a TaKkKe Apy-
rMx rpynmn ¢ 3aBe4oMO BbICOKUM pUcKoM (cM. rnasy VI) Hanpas-
NA0TCA HenocpeACcTBEHHO Ha UHBa3MBHYIO T/,

Kak BMAHO M3 pucyHka 12.3, HanbonbWWiA yaenbHbIA Bec
B CTPYKTYpe NOKa3aHWii K MHBa3nBHOM M/ nMetoT rpynnbl LUTO-
reHeTMYeCKOro CKPUHUHTa, CreaytoLnin no YNCAeHHOCTU —bBuno-
XUMUYECKUIA.

BbIfiBN1SEMOCTb XPOMOCOMHO MaTonoruM nnoja B 3aBUCK-
MOCTW OT BMJA CKPUHWHTOBOI CUCTEMbI U MOKAa3aHUI K npoBese-
HWI0 MHBa3UBHOM M/[ npeacTaBneHa Ha pucyHke 12.4. Hambonee
3 (PeKTUBHLIMWU BULAMWU CKPUHWUHTA ABAAIOTCA ¥3 U LuTOreHe-
TUYECKUA CKPUHUHTL.

OcCHOBOVi NpeHaTanbHOro ckpuHuHra CJ, B CaHkT-lMeTepbyp-
re B 2002 . sBNSACA BMOXMMMUYECKUIA CKPUHWHT. STUM METOLOM
66110 06cnegoBaHo 30356 6epemeHHbIX (81%). CTOMMOCTb 06C/e-
[0BaHNA B pamKax 3TON CKPUHUPYIOLLEA CMCTeMbl COCTaBnseT
300 py6. Ha yenoBeka. Taknum o6pa3om, o6Las CTOMMOCTb BUOXK-
MWYECKOr0 CKpUHWHra coctasuna 30356x300 = 9 106 800 pyo6.
B pe3synbTaTe NpoBeAeHHbIX UCCNeA0BaHWi 6blna chopMmpoBaHa
rpynna pucka n3 2053 yenosek, 4To coctasuio 6,7% OT yucna
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13%

E LMTOreHeTUYeCKNit CKPUHUHT U BUOXUMUYECKUA CKPUHUHT
m PoxpaeHue pe6eHka c BMNP n Mo nHnymnatuse 6epemMeHHoOI
0O Y3U-CKPUHUHT ®Y3- 1 6MOXUMUYECKNI CKPUHUHTK

Puc. 12.3. CTpykTypa hopMMpoBaHus Ipynnbl pucka Ans NpoBeAeHWs MHBA3VBHOW
npeHaTtanbHOI anarHocTukm B 2002 r. B CaHKT-IMNeTepbypre.

06cnefoBaHHbIX. B COOTBETCTBMM C MPOTOKONIOM 6MOXMMUYECKO-
ro CKpMHUHra o6cnefoBaHne NPOBOANTCS Ha base TeppuTOopManb-
HbIX )XEHCKUX KOHCY/NbTauui, a chopMmupoBaHHasa rpynna pucka
HanpaBnseTcs 415 fabHeiwero yTouHeHus guarHosa 8 HUNAT
nm. .0.011a PAMH. U3 2053 yenosek rpynnbl pucka ans gasnb-
Helilwero o6cnefoBaHNa B 1abopaTopuio NpeHaTanbHOW guarHoc-
TUKKN 06paTnnoch ToNbKo 0Kono 30% (616 nalMeHTOoK).
CTOoMMOCTb KOHCy/bTauwin 616 YenoBek B nabopaTopun npeHa-
Ta/IbHOW AVMarHOCTMKW cocTaBnseT 616x350=215 600 py6. Mocne
KOHCYynbTaumn 383 nauuveHTKU Obln Hanpas/ieHbl Ha WMHBa3UB-
Hyto M[, (113 yenosek ctapiue 39 net n 270 —10 pesynbTatam 61o-
XUMUYECKOT0 CKPUHUHTA). 233 XKeHLL HbI OblY HanpaBnieHbl Ans

Y3- n bX-mapkepsbl 5,55%
Mo nHMynaTmBe 6GepemeHHOol’ 4,34%
BMOXMMUNYECKNIA CKPUHUHT 1,48%
Y3-CKPUHUHT 13,59%
LUuToreHeTUYecKnii CKPUHUHT 7,14%

Puc. 12.4. CTpykTypa BbisiBNsieMoe™ XpOMOCOMHOW naTonorMm nnoja B
3aBMCMMOCTU OT BUAA NpeHaTasbHOro cKpuHmHra B 2002 r. B CaHkT-IMeTepbypre.
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BblMonHeHNsA Y3U 2-ro ypoBHA. M3 BbIMOMHEHHBIX WHBA3WBHbIX
BMeLLaTensbCTB 61 cocTaBuav KOpAoLUEeHTe3bl U 322 —XOPUOH- UK
nnaueHTobuoncun. Taknm 06pa3om, CTOMMOCTb 3TOl Yactu M/
cocTaBuna (61x2005,46) + (322x1618,46) =643 477,18 py6. Ctou-
MocTb Y3W BTOporo ypoBHs fnd 233 4enoBeK cocTasuna
233x600=139 800 py6.

Mo nokasaHMAM LUTOFEHETUYECKONO CKPUHMHIA Bblna chopmm-
poBaHa rpynna pucka u3 303 nayueHTok (BkIo4as 113 nocne
OMOXMMMNYECKOTO CKPUHUHIA). TakuMm 06pa3oM, CTOMMOCTb KOH-
CynbTauuii y cneupanmcTa fabopaTopum npeHaTasibHoM gnarHoCcTn-
ku cocTasumna (303-113)x350=66 500 py6., ctommocTb M/, B 3TOM
cnydae gocturna (303—113) x1618,46=307 507,40 pyo6.

Kpome Toro, B CaHkT-IMNeTepbypre B COOTBETCTBUM C MprKasom
M3 P® Ne457 o1 28.12.2000 r. oCyLLEeCTBNAETCS 0053aTeNIbHOE TPEX-
KpaTHOe CKPUHWHIOBOE Y/bTPa3ByKOBOe uccnefosaHune. Ero ctou-
MOCTb cocTaBnseT (30356+190) x (350+600+350) =39709800 py6.

C yyeTOM LMTOreHeTMYECKOro aHanusa 897 obpasyos nnoj-
HOro mMarepuana 4na npeHartanbHoOro BbigsneHns 8 2002 r. 20 nno-
[,0B C Tpcommein 21 66110 3aTpadeHo 50 maH. 190 Thic. pyo.

12.4. dEAEPANIBHAA LIENEBAA MEANKO-COLMANBHAA

MNPOrPAMMA MPOPUNAKTUKI BPOXAEHHbLIX

M HACNEACTBEHHbLIX 3ABO/TEBAHNN

MpumeHsemble B HaCTosLLee Bpemsa anroputmsl MM HacneacT-
BEHHbIX U BPOX/EHHbIX 3a00/1e€BaHMiA MO3BONAKT NPefoTBPaTUTb
poXaeHwWe aeTeii ¢ rpy6biMu Mopokamu passuTug. ONTMManbHbIM
BapMaHTOM pelleHMsa npobnem NpopunakTUKU AeTCKOW WMHBa-
NNLHOCTN BPOXAEHHOW U HAaCNeACTBEHHON 3TUOMOTUN ABAAETCS
pa3paboTKka M BHEAPEHWE COOTBETCTBYHOLEN FOCYAapCTBEHHON
(hegepanbHOW LEeneBoin NporpaMmbl.

Mporpamma Jo/mKHa HOCUTL ynpaBneH4Yeckuii xapakTtep. Ee
3ajaun Ha (hegepanbHOM YPOBHE LOMKHbI BKAKOUATH YETKOE OMNu-
CaHue CyLLecTBYIOLLEel cuTyaLmm, onpefeneHne KOHeYHbIX Lenei
1 KOMMNJeKca Mep, He06X0AUMbIX AN UX LOCTMmKeHUs. MNogobHas
thopma opraHusauum npopunaktnk BIMP no3BoanT akkymynu-
poBaTb BCE HEOOXOAMMbIE ANS LOCTVKEHUS MOCTAB/IEHHBIX Liefiei
pecypchbl, onpefennTb Kpyr Y4aCTHMKOB MpOrpaMmbl, pacnpege-
NNTb MEXAY HUMW (YHKUMKM U 06A3aHHOCTU, MPOKOHTPONPO-
BaTb pe3y/bTaTUBHOCTb.

CyuiecTBylolme MNporpaMmbl OpUEHTUPOBaHbl Ha paboTy
C MHBaNMAamu, Ha UX iedeHne, coumanunsalnnio, agantauuo u T.4.
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Mpu 3TOM NpodunakTnyecknin 610K ABNAETCA NULLIb NPUIOXKe-
HWEM ApYrux CoLManbHbIX NPOrpaMmM U He MosyyaeT A0/HKHOro
passuTusa. Mexay Tem, akLeHT B pelleHun npobnemsl MHBaNNA-
HOCTW ClefyeT NepeHecT UMEeHHO Ha NPOMNaKTUKY POXAEHUA
neTeii ¢ BH3.
Takum 06pa3om, COBPeMEHHbIV ypoBeHb /[ no3BonseT peanb-
HO NpefoTBPaTUTb POXAeHMe geTeli ¢ BH3. 3aTpaThl Ha Nofgo6HOro
poja npomnakTMyeckme Mepbl 3HAUUTENIHO HUXKE CTOMMOCTH CO-
fepXXaHus feTeli-MHBaNA0B B CNeLnan3vpoBaHHbIX YUpeXaeHu-
ax. [Mpegnaraemasn nporpamMma HOCUT MPeBEeHTUBHbIN XapakTep Mo
OTHOLLEHMIO K CyLLIECTBYIOLLYIM Harpas/ieHnaM LesTeNbHOCTY B 06-
NacTy CoUMabHON MOAMTUKN B OTHOLLEHMU MHBaIMAOB. Mpenmy-
LecTBO MNPOGMNAKTUYECKOW KOHLENUUMU COCTOUT B TOM, YTO NpK
ee peanunsaunm OgHOBPEMEHHO PELLAOTCA HECKO/IbKO 3afau:
* MpegynpexzaeHvie poXAeHUs AeTeidl ¢ BPOXKAEHHbIMU NMOPO-
Kamu pasBuUTUS;

* CHUXKEHWE YPOBHS MHBANMAHOCTY BPOXAEHHOW U Hacnen-
CTBEHHOW 3TMONOINUK;

* 3KOHOMMUSA GIOIKETHbIX CPEACTB;

* MNOBbILWEHNE MEAULMHCKOA rpaMOTHOCTU HaceneHus B 00-
NacTy reHeTUYecKOoro 340P0Bba HaceNeHns;

* ponaraHja 340poBOro 06pasa XU3Hu B LLeNOM 1 B 061acTu

reHeTMYeCcKOoro 340p0OBbS B YHACTHOCTY;

* NMpoBeAeHMe KamnaHuy no cbopy cpeacTs ((haHApen3nHra)

Ha OCHOBE COLManbHOro MapKeTuHra.

depepanbHas Lenesas NporpaMmMa Kak yrnpasieHYeckuii Joky-
MEHT rpeanonaraet pag 0643aTeflbHbIX XapaKTepUCTUK: onucaHune
COBPEMEHHOI0 COCTOAHUSA NPO6/IeMbI, MOCTAHOBKA Liefel 1 3agad,
onpejeneHne MexXaHW3MOB M OCHOBHbIX Mep MO UX peannsauuu,
aKKymynauus u nepepacripegeneHne Heo6X04MMbIX PeCypcoB,
YeTKOe yKa3aHue UCTOYHUKOB (prHaHCUpoBaHusA. Bce 3Tn nepe-
YMCNEHHblE KOMMOHEHTbI 06pa3ytoT MacnopT NporpaMmbi.

Llens nmporpammbl: co3gaHue apPeKTUBHOW CMCTEMbI MPOGU-
NaKTUKN [eTCKOW WHBANMAHOCTM 3K30MEHHOW (BPOXAEHHOM)
M 3HLOTEHHON (HacnefCTBEHHOM) aTUONOTN,

3afaun nporpaMvbl: NPOPUNAKTUKA AETCKON WHBAIMAHOCTY;
MOBbILIEHWE YPOBHS MEANLMHCKOW FPaMOTHOCTH HaceneHus B 06-
NacTU reHeTMYecKOro 340pOBbS; NPOBEAEHWE HayUHbIX UCCNeao-
BaHWii B 061acTy NpoMNaKTUKN BPOXKAEHHbIX N HAC/eLCTBEHHbIX
3aboneBaHuii. PelleHne 3aTuX 3a4a4 —Heo6X0AMMOoe yCnoBume pea-
AN3aLUN KOMMAeKca NponaakTMUecKux Mep BCE MporpaMmbl.
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OnucaHne OCHOBHbIX 6/T0KOB 1 HanpaBaeHWid NporpaMMbl rpa-
(hMuecku npefcTaBeHo Ha pucyHke 12.5. Becb KOMMNeKC Mep pas-
[eNneH Ha Tpu 610Ka; MeANLMHCKWIA, COLMAbHBIA U Hay4YHO-UC-
cnefoBaTenbCKuii. MepBoe HarnpasneHne 06beAMHAET MEPONPUATIS,
KOTOpbIE HOCAT UCK/OYMTENBHO MESULMHCKNIA XapaKTep, T.e. BCe,
YTO HEMOCPESCTBEHHO CBA3AHO C 06CNe0BAHUAMU, TECTUPOBAHU-
eM, BpauyebHbIMU MpremMamMm 1 Tak ganee. B 3T0T KOMNIEKC BXOAUT
Me[MKO-TeHeTUYecKas, cneuuanbHas MefuUnHCKas U NCMxonoru-
yeckas NMomMoLb 6epeMeHHbIM XXEHLUHAM C BbIsSiBeHHbIMU BH3
y nnoga, 60/bHbIM ¢ BH3, ceMbAM BbICOKOr0 pUCcKa Mo poXxaeHuto
peteil c BH3. KpaiiHe BaxHa paboTa NcMX0/0roB ¢ TeMMW, KTO Mpo-
XOAWT MONEKYNSPHOE U LUMTOreHeTUYeCKOoe TeCTUPOBaHME B paM-
Kax NporpaMmbl. Pe3ynbTaTbl reHeTUYeCKoro 06cefoBaHms Tpak-
TYIOTCA BpavyoMm, B Ciyvae 06HapyXeHus 60/1e3HM JaloTca NPorHo3
COCTOAHMA 3[0pOBbA PebeHKa Mocne ero poXAeHUa u, UCXoms u3
3TOro, peKoMeHjauum O NPOLO/MKEHUN GepeMeHHOCTM. PaboTa
OMbITHBLIX MCUXO/OroB AO/MHKHA CONPOBOXAATL BCe cTagun obcne-
L0BaHUA nauneHToB. MM HanpsMyo KacaeTcs 340p0BbSA OyayLIMX
[eTell N BbIHY)XJaeT MauMeHTOB MpUHMMAaTb pelleHne 0 cyabbe
cBoero pebeHka (cm. rnasy XlII). Kaxgas obcnefyemasi ceMeiHas
napa HeceT Ha cebe OMpefeneHHbI MOpanbHbIA FPy3 1 3a4acTyto
ONA MPUHATUSA PeLLeHuns, NpaBUALHOTO MMEHHO ANS AaHHOW ce-
MbU, HeobXxoauMmMa NoAAep>KKa U NpodeccMoHanbHas NoMoLLb He
TO/IbKO Bpayeil-reHeTUKOB, HO U NCUXOJIOT0B.

CoumanbHblii 670K NpefcTaBiseT coboii KOMMNeKC Mep, Ha-
npaB/ieHHbIA Ha paboTy C HaceneHUeMm K mponaraHgy 340pOBOro
06pasa XM3HN U reHeTUYECKOro 340p0BbA. B 3TOT CNUCOK Takxe
nonagaet n pabota ¢ CEMbAMW, KOTOPble MMEKT AUArHOCTUPO-
BaHHblE 3a60/1IeBaHMSA U HY)XAAKTCA B COLMA/IbHOW aganTauum.
Ha mepBOom 3Tame B 3TOM HanpaB/fieHWM HEOOXOAMMO CO3faHue
06LLEeCTB TaKNX CEMEIHbIX Map 1 NpuUBEYEHME K paboTe Ha Tep-
puUTOpPUN POCCUMM YXKE CYLLECTBYIOLWMUX MOLOOHbLIX 3apy6exHbIX
accoyuaymii. EcTecTBeHHO, 4TO N0 Mepe pocTa 6,1arocoCcTOAHNSA
obLliecTBa Ha 3TOM 3Tane MOryT ObiTb OCYLECTBMEHbI U Apyrue
Mepbl agantauuMm Takux cemeli, Hanpumep, NoaHas UanM YacTuy-
Has onjata rocyaapcTBOM MeponpuATWii MO WUCKYCCTBEHHOMY
OMNOLOTBOPEHUIO WAW CYpPpPOraTHOMY MaTepuHCTBY. MoA06HbIe
LuarM BO3MOXHbl TO/TIbKO B C/lyHae NCUX0N0rMYECKOA FOTOBHOCTY
Kak byaywmnx poauTenei, Tak 1 obuiectsa B uenom. Komnaekc
COLMANbHOro MapKeTUHra npusBaH M3MeHWUTb B3rnag obLiecTsa
Ha reHeTMYecKoe 340POBbLE B LiE/IOM, HA FeHeTUYeCKne U XpoMo-



depnepanbHana uenesas meanko-
coumanbHas nporpaMmmMa npogunakTukm
BPOXAEHHbIX U HAacNeACTBEHHbIX 60/1e3Hen
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nepcoHana B 06nacTu
MeaunKo-
reHeTU4YecKoro
KOHCY/1IbTUPOBaHUA CKpPUHUHIOBblE Mepauko-
nporpamMmbi reHeTuyeckoe
KOHCY/IbTUpOBaHmne

Puc. 12.5. OcHoBHble HanpaBneHns ®LMCIT.
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HaceneHuns B
obnactn mMeguko
reHeTn4eckoro
30p0BbA
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COMHble 60/1e3HM B 4acTHOCTW. Boniee Nogpo6HO 3TO Hanpas/e-
Hue ByfeT pacCMOTPEHO B CIeAytoLLLEM naparpade,

W, HakoHeL, Hay4YHO-UCCnesoBaTeNbCKMIA 6M0K. Ha cerogHaL-
HWUV feHb reHeTUKa - MOJIofas Hayka, MO3TOMY CyLUeCTBYeT Or-
POMHbI/ MOTeHLMan HOBbIX pa3paboTok. Ha Haw B3rnsg, 6bi1o
6bl MepCcneKTUBHO B pamMKax nNporpaMMbl co34aTb Ha 6ase yxe cy-
LWeCTBYIOLWNX NPOMPUAbHBIX Hay4HbIX LeHTPOB W nabopatopuii
OT/eNbHbIE TPYMMbl, KOTOPbIE 3aHUManack Obl aHaM30M CyLLeCT-
BYHOLLMX U MOMCKOM HOBbLIX METOA0B NpodmnakTuk BH3. Takoii
noAxof N03BOAUT Ha OCHOBE HOBEMLLMX Pa3paboTOK CHU3NTL CTO-
MMOCTb KOHCY/IbTaTUBHO-ANArHOCTUYECKNX MEPONPUATUIA B pam-
Kax MefuuuHCKOro 650ka nNpounakTUyecKux Mep, cnefosa-
Te/IbHO, MOBbLICUT 3P(PEKTUBHOCTL BCEM NPOrPammbl B LIESIOM.

Ewe ofHa BaxHasa npobieMa KacaeTCA HU3KOWM rpamMOTHOCTM
HacefleHMA, a 3a4acTyto U MeJULMHCKOro nepcoHana, B BONpocax
reHeTMYeCKOro KOHCYNbTUpPOoBaHuA. He Kaxgas monogas cynpy-
)KeCKas napa 3HaeT O CylwecTBoBaHuMM CemeilHOro kogekca P®d,
KOTOPbI 3aKpennseT 3a cynpyramMmv npaBo Ha 6ecniaTHoe Mean-
KO-reHeTuyeckoe o6cnenoBaHue. Ecnuv B 60NbWINHCTBE 3anafHbIX
CTpaH BU3WUT K Bpayy-reHeTuKy —aTo HeoTbeM/ieMas 4acTb NoA-
rOTOBKM K Oypgyuleli 6epeMeHHOCTM, TO B Hallel cTpaHe 60/b-
LUMHCTBO ByAyLLMX MaM NGO He CNblWan 0 TakoM CrneuuanucTe,
NM60 He cuUNTalT HEeOOXOAMMON TaKyro KOHCynbTauuio. Bee aTo
CBUETENbCTBYET O HU3KO OCBEAOMJIEHHOCTW HAaceneHus B BO-
npocax reHeTUYecKoro 340poBbA. VIMEHHO NM0O3TOMY HEO6X0AMMO
NPOBOAWTL PaboTy MO MOBLILLEHWIO YPOBHSA FPaMOTHOCTU Bpayei
1 HaceneHus B obnactm MAa.

HaunHatb nogobHyto paboTy cneayeT ¢ MeLMLUHCKOTO Nepco-
Hana, KOTOPbI/ KOHTaKTMPYeT ¢ 6yayLlummu pogutensaMu. IMeHHO
Ha NepBOM MpremMe y Bpaya CeMbS, NNaHUPYHOLLAA UMETb AeTel,
[,0/MKHA Y3HATb 0 BAXKHOCTU 1 HEO6XOAMMOCTY OLLEHKN FeHeTMYeC-
KOro 340poBbs UX 6yayuiero pebeHka. MOHATME FeHeTUYECKOro
3040pOBbA AO/MKHO OPraHMYHO BXOAWTb B KOHLEMNUMIO 340pOBOro
06pa3a xm3Hn. Ha cerogHsLWHNIi feHb CYLLECTBYeT BO3MOXHOCTb
(hOpMMPOBAHMA FrEHETUYECKOro NacnopTa KaXaoro yenoseka. 310
Hanpas/iieHVe [eATeNbHOCTU OCOOEHHO MepcneKTUBHO B CBeTe
pa3BMUTUA HOBOIO Hampas/eHNa NPOPUNAKTUYECKON MeLULMHBI -
NPeAVKTMBHOW MeAWLUHBI, KOTOpas NMo3BOJISET Ha OCHOBE FeHe-
TWYECKOro TECTMPOBAHMUA OMpefennTb MNpPeapacnonoXeHHOCTb
WM PUCK Pa3BMTUA MHOTUX 3a60/1eBaHNIA Y Yen0BeKa eLle [0 CTa-
LVW KNUHUYECKOro npossneHus 6onesHu (cm. rnasy XVI).



338 nasa Xl

B0O3MOXHOCTb LUMPOKOrO UCMOb30BaHNA FEHEeTUYECKOW Kap-
Tbl PENPOAYKTVBHOIO 340PO0BbS HANPSAMYH 3aBUCUT OT FOTOBHOC-
TN Bpayeil n Bcero obuiecTea K TaKOMY HOBOBBEAEHUIO. B aTOM
CMbICNe NpounakTuyeckas nporpamma B 4YacTu COLMANbHOIO
MapKeTUHra MOXeT CTaTb OCHOBOI A1 BHEeAPEHUA LieNeBoil npo-
rpammbl NPeAnKTUBHONM (NPO(UAAKTNUYECKON) MeLULUHDI.

OpfiHa 13 Hambonee HacyLHbIX Npo6aeM hOpMUPOBaHKSA NpPo-
(hMNaKTMYeCKoin NporpaMmbl - 3TO PUHAHCMPOBaHWE BCeW cuc-
Tembl M. EcTecTBeHHO, 4To M fomkHa 6bITb NpoMHaAHCUPO-
BaHa B NOSHOM 06bemMe, NO3TOMY OHa TpPebyeT 6104KETHOro hu-
HaHcupoBaHuA. MpeanonaraeTcs, YTo U3 PerMoHanbLHOro 6roxe-
Ta 6yayT (uHaHCMPOBaATHLCS HayvasbHble 3Tanbl NporpaMmbl (Me-
OVKO-TEHETMYECKOEe KOHCYNbTUPOBaHWE, CKPUHUpPYIOLWME Mpo-
rpamMmbl), a HeKOTOpble BMAbl CMNeunanbHOW LOpOrocTosLelt
M BbICOKOTEXHO/IOTMYHOW NabopaTOPHONM AMarHoCTUKW 6yayT
onsiaunBaTbCa U3 pyrux UCTOYHNKOB, B YaCTHOCTW, cCaMUMK Mna-
uneHTamu. PaHpei3auHroBas KammnaHus B paMmkax CounanbHoro
MapKeTUHra Mo3BOMUT NPUBMEYL AOMONHUTENbHbIE UCTOYHUKM
(hMHaHCMpOBaHMA BCex 6/10KOB MPOMUNAKTMYECKON NPOrpamMmbl.
"ocypapcTBeHHasd NoAAepXKKa faeT BO3MOXHOCTb OXBATUTL Mpo-
rpaMMamMy CKPUHUWHIA MPaKTUYECKN BCEX BEPEMEHHbIX, YTO, ec-
TECTBEHHO, M03BO/IAET NOBbICUTL 3 ekTNBHOCTL MA. Kak yxe
OTMEYanoch, B 4ONrOCPOYHOW MEPCNeKTUBE FOCYAapCTBY BbIr0A-
HO BKNafblBaTb AeHbI M B NPOUNAKTUKY AETCKO UHBAIMAHOCTH.
MoMMMO CoUManbHOrO acrnekTa TakMe MHBECTULUN MMEIOT elle
N 3KOHOMMWYECKN 3hdheKT. PacueT 3KOHOMMYECKOWA 3hheKTUB-
HOCTK GIOMKeTHOro uHaHcmpoBaHus MM 6yaeT NnpMBedeH B 3a-
KIOYNTENIbHOM pasjene 3TO rna.bl.

BktoUeHMe yKe CyLLeCTBYHOLMX MPOrpamMM CKPUHMHTA B 00-
Wyt defepanbHyo LeNeBy0 NporpaMmmy Mo3BOAWT, MO KpaiHei
Mepe, YacTUYHO pewnTb nNpobneMy (UHaHCUpPOBaHUA. Takas
opraHu3aums no3sonuT 6onee YeTKO pasfenuTb PYHKLMUKW 1 fe-
HeXHble CPeAcTBa MeXAy WCMOMHUTENAMU, HanaguTb CUCTEMY
MOHUTOPWMHIA U OTYETHOCTU B CUCTEME MELUKO-TEHETNYECKO
CNYXObl.

LleHTpanbHas yacTb NPOPUNAKTUKA AETCKON MHBANMAHOCTM
B pamKax 3TOW rocyfapcTBeHHoin nporpammbl —I 4. Hxe npu-
BOAMTCA pacyeT 3KOHOMMYeckoi agekTmBHocTM [ BH3 Ha
npuMepe CKpMHUHIa cuHapoma fayHa. MNpu aTom npegnonaraet-
CH, YTO 3Ta MArHOCTUKA Y)Ke (PMHAHCUPYeTCA 3a CYeT rocyaapcT-
BEHHbIX CPeACTB.
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CopfepxaHue ogHoro pebeHka ¢ 601e3HbI0 JayHa B crneymanm-
3MPOBaHHOM YyupexaeHUu 06XOANTCA rocyfapCcTBy He MeHee
150 QO0py6. B rog, a cpesHAA NPOLOIKUTENBHOCTb XXU3HWN TAKOro
60/1bHOr0 COCTAB/AET OKO/IO0 26 feT. Beero Ha cofiepXaHue pebeH-
ka ¢ C[, rocygapctBo TpaTuT 0kosio 150 000x26=3 900 000 py6.
Heobxoanmo 0TMeTUTb, YTO Npu AunarHose CL y nnofa XeHwum-
Hbl, KakK Mpasu/io, NpepbiBalOT 6epemMeHHOCTb. Takum 06pa3om,
NpesoTBpaLLaeTCs POXAEHUE AeTel C THXKeNbIMUA Hen3neunmbiMu
nopokamu passutua. Tonbko B 2002 r. ¢ nomoubto MM Ham yaa-
NoCb NpeaoTBpaTuTh poxaeHune 20 geteid ¢ cuHgpomom [ayHa.
B cnyyae nx poxaeHus rocyaapcTeo 3aTpaTuio bl Ha UX cofepxa-
Hue okono 20x3 900 000=78 000 000 py6. CnepoBaTesibHO,
8 2002 r. npy No/IHOM BHO4KeTHOM (hrHaHcupoBaHuu MO cuHapo-
Ma [layHa 3KOHOMMYeCcKue nokasarenu 6binv Gbl CNeayowmMm:

* 3KOHOMUYECKNIA aPdeKT: 78 MaH. py6. —50,19 MAH. py6. =

27 mnH. 810 ThiC. py6.;
* 3KOHOMUYecKas aPPEKTUBHOCTb: 78 MJH. py6./50,19 MH. pyo.
= 1,55 nnun 155%.

Tak KakK BNOXeHWs HOCAT pa3oBblii XapakTep, a 3IKOHOMUYecC-
Knii athpeKT pacTaHYT BO BPEMEHU, TO, CTpOro rosops, 155% —
3TO 3KOHOMMYeCKas 3PPeKTUBHOCTb BOXEHUI 3a 26 neT. IMo-
3TOMY, Ha Haw B3rnsg, LuenecoobpasHo paccumTaTb CPOKM OKyna-
€MOCTN MHBECTUPOBAHHbLIX CPeACTB.

BHegpeHve nporpammbl npodunaktuku BH3 cpenaeT BO3-
MOXHbIM Y>Xe Ha BTOPOi1 Fof noce Havana ee peanusalum obene-
foBaTb 60siblle XeHwuH (He 81%, a okono 100%) u, cnefoBsa-
TebHO, BbIBUTb BHYTPUYTPOBHO 0K0/10 90% AeTeld C CMHAPOMOM
[JayHa. CregoBatefibHO, HauyMHasa Co BTOPOro rofa, 3KOHOMuYec-
Knii ahhekT nporpammbl coctaBuT 8 MsH. 700 Thic. py6. Mpwu cy-
LLECTBYIOLUX TEHAEHLMAX K MEAIEHHOMY CHUXKEHMWIO CTOMMOCTH
CKPUHUHIOBBIX NPOrpamMmM yBenMyeHne Konuyectsa o6cnesyemblx
He MpuBefeT K CYLECTBEHHOMY YBENMYEHWIO pa3sMepoB Kamnu-
TaNbHbIX BAOXEHWIA. Ecnn paccumTaTb OKYnaemocTb rocyaapcT-
BEHHbIX BIOXeHWi B MM, McxXoaa 3 NpuBeAEHHbIX Bbille AaH-
HbIX, TO Mbl NOAYYUM ONTUMUCTUHECKUNIA NPOrHO3.

Henb3s, 04HaKo, UTHOPUPOBATb U MECCUMMUCTUYECKUIA Npor-
HO3 CPOKOB OKYMaemoCTW rocyfapCTBEHHbIX BNOXeHWIA. Meccu-
MUCTUYECKWIA NPOrHO3 UCXOAWT W3 LOMYLLEHWs, YTO rocyaapcT-
BEHHOE (DMHAHCMPOBaHWe He NPUBENO K YBENMYEHUIO 3PdEKTUB-
HOCTW CKPWUHWHTA, NaBHbIM 06pa3oM, BCNefCTBME ero yAopoxa-
HUA (YBENMYEHUS WTaTa MEAULIMHCKOTO NepcoHana, yLopoxaHus
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pacxofHbIX maTepuanos v np.). MNpn 3ToM pasmep exerofHbix
6100>KETHbIX BNOXeHWIi Bo3pacTaeT Ha 1,5% B rog.

B cnyyae neccuMmUCTMYECKOro NPOrHo3a Nepuog oKymnaemoc-
TU rocyaapCTBEeHHbIX BAOXEHWIA cocTaBnsieT 0koo 25 net. Heob-
XOAMMO, OfHAKO, OTMETWTb, YTO pa3BuTUE COBLITUIA MO 3TOMY
CLeHapuio 03HayaeT, YTO rocyAapCTBeHHas nporpamma npogu-
nakTukn BH3 He onpaBabiBaeT 0XXugaHuii n tpebyet TulatebHoO-
ro aHanmsa un Koppekuuun. OfHako, 1 B 3TOM C/lyyae CpPOK OKyna-
E€MOCTM KanuTanbHbIX BNOXXEHWN MEHbLLE CPEAHEr0 CPOKa XKN3HU
pebeHKa C CMHAPOMOM [layHa. 9TO CBMAETENbCTBYET B MOMb3Y TO-
ro, 4tTo cama no ce6e Nporpamma>Xu3HecnocobHa, og4HaKko pedy-
€T TLWaTeNbHOW A0PaboTKM N KOpPeKL K.

BaXHO NofYepKHYTb, YTO B KayecTBe MpumMepa Npu pacyerte
3(h(PeKTUBHOCTU Mbl UCNONbL30BaNW pe3ynbTaTbl MM TONbKO 04-
HOli XPOMOCOMHO 601e3HM — cmHapoma [fayHa. Mexay Tem,
npy nNpeHaTaJibHOM KapuoTUMUPOBAHUM, KaK NMOKasbiBaei OMbIT
MA, onarHocTupyeTcs NPUMEPHO CTOMbKO e NI0L0B U C Apyru-
MU XPOMOCOMHbIMUK 60n1e3HAMM (cM. rnaBy X). BronHe peasbHa
N paHHAA aHTeHaTaNbHasA AMarHOCTUKA MHOTUX TAXKENbIX FTeHHbIX
6onesHein (cm. rnasy XI). Kpome Toro, B pesynbraTte 0643aTe/IbHO-
ro komnoHeHTa MM, KakuM ABAseTCA Y3 CKPUHUHT, yAaeTcs Bbl-
ABUTb MHOTOYNC/IEHHbIE HEHACNELCTBEHHbIE BPOXAEHHbIE NMOPO-
Ku pa3sutua (BIMP), Kak HeEKOppeKTUpyeMble, Tak 1 NoafatoLm-
ecs NeYeHnto B NOCTHaTa/IbHOM nepuoge. B yacTtHocTH, ¥3 ckpu-
HUHT N03BOJIAET BbIABNATL A0 80% BCcex BIP, B TOM yncie npak-
Tuyecku Bce BIP, npy KOTOPbIX NPOSIOHTPOBaHUe 6epeMeHHocC-
TN HeuenecoobpasHo (cm. rnasy VIII). Kak B ciyyae Xpomocom-
HbIX N TeHHbIX 60/1e3HEN, TaK U B Ciyyae Tskenbix BIMP nayneH-
TaM peKOMeHAyeTcs npepbiBaHWe G6epeMeHHOCTU. EcTecTBeHHO,
4yTO B OpraHn3auMoHHOM U (PUHAHCOBOM MNaHe CXemMa CKPUHWH-
ra sTMx NaToNOrMYeCKNX COCTOSHWUIA Naoga B LiefIoM aHanormyHa
TakoBoii npu CJ, (cM. BblLE), T.e. cOCTaBNAET NpumMepHO 80% 06-
KX 3aTpar (CM. BbiLle).

Takum 06pa3om, peasibHas 3KOHOMMYeckas 3hPEKTUBHOCTb
paccmaTpvBaeMoro Hamu npumepa npeHaTasibHOro CKPUHUHra
0Ka3blBAeTCA B HECKO/IbKO pa3 Bbllle BCEX (PMHAHCOBLIX B/IOXeE-
HWUIA, HeobxoaumbIX ana nposegeHus MA. MpeHaTanbHaa guar-
HOCTWKa —oOopfHa 13 Hambonee peHTabenbHbIX 06/1acTell COBPEMEH-
HOI MeANLIMHBI!

Mpepnaraemas uenesas nporpamma npodgunaktuku BH3
npu3BaHa peLlaTb Kak MeJULMHCKNE, TaK U colunanbHble npobne-
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Mbl. OCHOBOW NPO(UIAKTMYECKOT0 KOMMeKca AO/KHa OoCTa-
BaTbCA rOCYapCTBEHHAA CUCTEMA OKa3aHUs MeAUKO-reHeTnyec-
KOV nomowym HaceneHuto. C Hallein TOUKW 3peHuns, Takas dege-
panbHag nporpaMMa AO/MKHa BKNHOYaTb 06a LOMWHUPYHOLWMX
6noka: MeAUUMHCKWIA U coumanbHblil. [epBblii npegnonaraet
OCYLLeCTB/EHMe KOMMJeKca NpoguaakTMyeckux mep B 06nactu
WHBaANLHOCTW, & BTOPOW - peann3aunto KOMMIeKca colnanbHo-
ro mapketuHra. OcHOBY npeanaraemoii degepanbHON nporpam-
Mbl COCTaBNSET MPUHLUN KOMMEKCHOrO MOAX0AAa K PeLIeHuto
npo6sieMbl MHBANUAHOCTU BPOXAEHHOIO W Hac/leACcTBEeHHOro
NPOMCXOXAeHNS. MeLULUUHCKNIA 610K OPUEHTUPOBAH Ha NpoBe-
LeHne NpohnNaKTUYECKON KaMMnaHuu, YTO MO3BOANT CYLLECTBEH-
HO CHU3WTb POXAEeMOCTb feTei-uHBANNA0B C BPOXKAEHHbIMN He-
KOpPPeKTUpyembIMU MNOPOKaMMU.

Mcnonb3oBaHne WHCTPYMEHTOB COLMaNbHON0 MapKeTuHra
MO3BOJINT 3HAYMTENIbHO MOBBLICUTL 3NMEKTUBHOCTL MeAULUH-
CKMUX Mep 3a CYET MNPOLBVMXKEHUA UAEU TEHETUUYECKOro 340p0BbA
1 hOpMMpPOBaHUA B 06LLECTBE HOBOW KOHLIEML MM «340pOBOro 06-
pasa Xu3Hu».

[ns Toro ytobbl NpoMNaKkTMYecknue Mepbl B N060OK 061acTm
MMenu ycnex, NpeXxze BCEero BaXXHO AOHECTU [0 Nt04el NAEH 0 He-
06X04MMOCTV TaKON NPOpMNaKTUKN, O ee LEHHOCTUN AN KaXA0-
ro yenoBeka. Takum 06pa3oM, OfHa U3 3afad mpegnaraemoit Npo-
rpaMmbl —3T0 (hOPMUPOBAHKE B O6LLECTBE OCO3HAHHOTO MCMO/b30-
BaHWA MeAWKO-TeHETUYECKOr0 KOHCY/IbTUPOBaHWSA KakK CpeacTsa
NpoMIaKTUKN BPOXKAEHHbLIX 3a60M1eBaHWA. VIHCTpyMeHTOM ¢hop-
MUPOBaHNA 0CO3HaHHOIO OTHOLUEHUS K 340P0BbIO GyayLlero no-
KONIEHUS JO/MKEH CTaTb COLMANbHbI MapKETUHT, UCMOb3YeMbIii
rocyfapcteom B pamkax ®LIMCIT nponnakTUKu BPOXAEHHbIX
1 HacneACTBEHHbIX 3a60/1eBaHuiA.

KoHeuHas uenb 6/10Ka coLManbHOr0 MapKeTMHra B paMKax
OLMCI MoxeT ObITb OMpeaeneHa Kak hopMupoBaHue Henocpes-
CTBEHHbLIMM y4aCcTHMKaMM NporpaMmbl U COOTBETCTBYHOLLIMMU 0-
Cy[apCTBEHHbIMW OpraHamy 0TBETCTBEHHOCTW 3a 340poBbe Oyay-
LLMX MOKO/MIEHWiA B O6LLECTBE B LIEIOM MY Ka>KAO0r0 YnieHa 06LlecTBa
B OT/E/IbHOCTW.

OCHOBHbIM WCTOYHUKOM (uMHaHcupoBaHua PLIMCIT npo-
(PMNAKTUKN BPOXKAEHHbIX U HACNeCTBEHHbIX 3a00N1eBaHM ABNA-
eTCA roCyAapCTBEHHbI 6GtOMKET. VIMEHHO rocyaapCcTBO LOMKHO
BbICTYNaTb B Ka4eCTBe OCHOBHOI0 Cy6beKTa CoLMansHON nonnTu-
KW 1 NPOSABNATL 3a60TYy 0 COLMANbHO He3alULWEeHHbIX YneHax 06-
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wectBa. BmecTe ¢ Tem, Heobxoauma AnBepPCUpUKALUA UCTOYHU-
KOB pecypcoB AaHHOW MpOrpammsbl, 4TO MOXET AOCTMraThCsa Mo-
CPeACTBOM COLMaNbHOIN0 MapKeTuHra, MpuB/eKaroLlero BHUMa-
HMe K Npob/ieMe pasHbIX Cy6bEKTOB IKOHOMMYECKON AeaTenbHoC-
TM. B pagy noTeHUManbHbIX UCTOYHWKOB (PUHAHCMPOBAHUA Ha
MepBOM MeCTe CTOAT (DOHAbI 0653aTENIbHOr0 MeULMHCKOro CTpa-
xoBaHusa (OMC) pa3nnyHoro yposHs. JeTu-uHBanuibl ¢ HeKoOp-
PEKTUPYEMbIMU NOPOKAMM PA3BUTUSA HYXAAKOTCA B CEPbE3HOM Jie-
yeHun. BocnuTaHune Takux feTell B CEMbe SBNSETCA Cepbe3HOl
(hMHaHCOBOI Harpyskoi Ha poHg OMC.

BaXHbIli MCTOYHWK PECYpCOB MHOMMX COLMANbHbLIX MPO-
rpamm - 37O CpefCcTBa CMOHCOPOB. lpex/e BCero, Cpeim noTeH-
LManbHbIX CMOHCOPOB CMefyeT BblAeNnTb NPesnpuaTus, 3arpsas-
HAKOLL e OKpYyXXaloLyto cpefy. LLinpokoe o6cy>kaeHne Heratus-
HOT0 BAINAHUA Pa3INYHbIX PAKTOPOB Ha COCTOSHME TEHETUYECKO-
ro 34,0POBbS CEPbE3HO KOCHETCA M He6MaronoyyHbIX B 3TOM Ma-
He PernoHoOB, a TaKxe NPeanpuATUiA, KOTOpbIE YXyALaloT 3K0M0-
rMYyeckyro 06cTaHOBKY. COOTBETCTBEHHO, HauNyyLwuii cnocob co-
XpaHeHWs CBOEro peHoMe 414 TakKuX NpeanpuaTniA —CTaTb CMOH-
COPOM NporpaMmbl, KOTOpas MOMOXET B KAKO-TO CTeNeHW HuBe-
NIMPOBaTb HEraTUBHbIN 3P EKT 3aCOPEHNS OKPYXKatoLLe cpeabl.

PeanbHbIM NCTOYHUKOM QMHaHCUPOBaHUA Nof06HOW npodun-
NaKTUYECKOWN nporpammbl MOFYT 6biTb U pa3inyHble 6naroTBopu-
Te/lbHble OpraHu3aumm 1 OoHAbI KakK MeXXayHapoAHble, TaK 1 poc-
cuiickne. B Lenom, npyMeHeHne coLManbHOro MapKeTUHra B Ka-
YecTBE MHCTPYMeHTa (PaHApPei3uHroBoli LesTeNbHOCT NO3BONUT
06pa3oBaTh B pamKax nporpammbl CneLuanm3npoBaHHbIi bnaro-
TBOPUTE/bHBIA (POHA, KOTOPbLIA BO3bMET Ha Cebs (hyHKLUM KOOp-
OUHALMKM CMOHCOPCKMX NOXepTBOBaHMiA. Heob6xo4umo nogyepk-
HYTb, UTO BeAyLlasa posib B PMHAHCUPOBaHUM (efepanbHOiA Lene-
BO nporpaMmbl MPOMUNAKTUKNA BPOXAEHHbIX W HACNeACTBEH-
HbIX 3a60N1eBaHNit BCe e NPUHAANEXNT rocyJapcTBy, Tak Kak 3To
HanpasfeHne MeLULUHCKOW HayKN —BaXKHEALWNA NHCTPYMEHT
ynpaBneHns 340pOBbEM HacesleHWs, COCTOAHWE KOTOpPOro B Ha-
CTOfILLLee BPEMS BHYLLAET CEPbe3HbIe OnaceHus.

3AK/TKOYEHWE

Ha doHe HebnaronpuaTHOWR gemorpauyeckoir 06CTaHOBKM
B CTpaHe, a TaK)Xe pocTa unc/ia UHBaNWUA0B C eTCTBA 0COBEHHO
Ba)KHOe 3HayeHue npuobpeTtaeT npodunaktuka BH3. K coxane-
HW10, 3TOW couumanbHol Npobneme Noka He yaenseTcs fOMKHOro
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BHUMaHMWS HW CO CTOPOHbI (PefepanbHOro NpaBuUTeNbCTBa, HU Ha
mectax. OTCYTCTBMe MJIaHOBOrO LiefIeBOro PUHaHCUPOBaHNA
MIC, B TOM yucne n cnyxool MM, ypeBato caMbiMU CEPLE3HBIMU
couuanbHbIMM NOCNeACTBMAMM U NoTpaceHUsMuU. Co3gaHHas no
TEPPUTOPMANIBHOMY MNPUHLMNY MHOrOYpOBHeBas opraHusauus
MIC cTpaHbl CyLlecTByeT, HO OTCYTCTBME MPO(UNAKTUYECKON
HanpaBNeHHOCTW KaK FeHepasibHOW IMHWW BCEl COBPEMEHHOIA
MeAULMHbI, YeTKUX MPUKAa30B, PernameHTupyowmnx cnyxoy L/
Ha BCEX ee YPOBHAX W1, KOHEYHO, [OCTATOYHOrO LIeNIeBOro (hMHaH-
CUPOBaHWs NOAPbLIBAIOT OCHOBbI U AenalT Mano3(h(heKTUBHONM
3Ty OAHY U3 Hanbonee peHTabeNbHbIX U MEPCMNEKTUBHBIX 06/1ac-
Tell COBPEMEHHOW MefuUWHbI. «BonesHb nerye npefynpeauTs,
yem neyntb». BH3, oTBeTCTBEHHbIE NoYTK 38 40% KOEK B LIETCKUX
cTauuoHapax, MHOr0 fierye AMarHocTMpoBaTb W MpefsynpeanTsb
elle npeHaTanbHOo, YeM TPaTUTbL OFPOMHbIE CPeACTBA Ha NeveHue
1 peabmnnTaLnio TsHKeno 60nbHbIX feTeil. EANHCTBEHHBIN pasym-
HbI BbIXOA M3 CMOXUBLLEACA CAOXKHOM CUTyaunm —obecneumnTb
M4 BH3 uenesbiM 61O4KETHLIM (DMHAHCMPOBaHWeM, M60 nepe-
BECTMW 3Ty CNyx06y B pa3fen 06A3aTenbHOro MeANLMHCKOro cTpa-
X0BaHWA. B rnaee paccMOTpPeHbl MpUHUMNBLI opraHusauun MA
B TakOoM Mmeranonuce, kak CaHkT-INeTepbypr, rae 6narogaps Bbl-
COKOI LeHTpanusauuy, YeTKOMY pasfeneHnio hyHKUniA Ha pas-
HbIX YPOBHAX OpraHu3aLuu yaanocb AOCTUYb 3aMETHbIX YCMexXoB
B NpejoTBpalieHnn n npodunaktuke BH3. CneyunanbHblin pas-
[len NOoCBALLEH pacyeTaM 3KOHOMUYECKOW 3(h(heKTUBHOCTU KOM-
nnekcHoi MJ, BbINO/HEHHbIM Y4YeHbIM-3KOHOMUCTOM. [puBe-
[eHbl pe3ynbTaTbl pacyeTa CpeAHeNn CTOMMOCTM YCAyr, CBA3aHHbIX
¢ bC, Y3W, KoHcynbTaUuAMU GepeMeHHbIX, NOMyYeHneM Mnnog-
HOro matepuana u ¢ 1abopaTopHbIMUK UccnegosaHnammn. OTmeva-
eTCAa BblCOKas peHTabenbHOCTb CnyX6bl M. Ha ocHoBaHUK npo-
BeleHHOro aHanu3a npegnaraeTca BapuaHT (befepanbHOR Lene-
BO MeAMKO-couManbHOM mporpamMmMbl npodunaktukun BH3. Ee
uenb - cosgaHue 3heKTUBHOW cUCTEMbl NPOUNAKTUKN LeT-
CKON WHBA/IMAHOCTN 3K30TeHHOW W 3HAOreHHON (HacneAcTBEH-
Hoi) aTnonormmn. KpaTko paccMOTpeHbl Tpu 6/10Ka NporpaMmbi:
MEeAULUHCKUIA, couManbHblii W Hay4yHO-UCCMeA0BaTebCKuiA.
LleHTpanbHOe MeCTO B MpO(MNaKTWKe LETCKON WHBa/IMAHOCTM
B pamkax 3Toil nmporpammbl 3aHumMaeT M. PaccmaTpuBatoTcs
BO3MOXHble LOMONHUTENbHbIE UCTOYHUKW (DMHAHCMPOBaHUA Ta-
KOV (hefiepasibHON NpOrpaMmbl.



TABA X1II. TIPOBJIEMA 3TUKU
B MPEHATA/IbHO AVATHOCTUKE

Pa3BuTre 6MOMEANLMHCKAX TEXHOMOIMA 38 MOCNELHIO0 YeT-
BepTb BeKa MPUHUMMNNANBHO M3MEHUIO CUTYauuUto ANs MHOrMUX
CeMeil, VMEKLWMX NOBbILEHHYH BEPOSTHOCTL POXAEHUA AeTel
C BPOXKAEHHO 1 HacneACcTBeHHON natonorweit. M ctana npume-
HATbLCA BCE LUMPE, 1 ee BO3MOXHOCTW B NPOhMNaKTUKe HACNeaCT-
BEHHbIX 1 BPOX/AEHHbIX 60/1e3Hel ObICTPO pacTyT. bnarogaps ynb-
TPa3BYKOBOMY U BMOXMMUYECKOMY CKPUHWHTY, a Takxke uuTore-
HETMYECKOMY U MONIEKYNIAPHOMY aHanu3y OHa cTana peasbHOi
AN COTeH HacneACTBEHHbIX 3a60/1eBaHNI N BPOXAEHHbIX MOPO-
KOB pa3BuUTus.

MonyyeHHas B pesynbTate M4 nHpopmaLma Lo/KHA 6bITb Ha-
npaB/fieHa Ha NMOMOLLb CEMbE B BbIOOPE ONTUMANbHOIO pPeLleHus.
B KaXX10/ KOHKPETHO CeMbe OHO MOXeT BblTb pasHbIM (MpPoaon-
XeHne 6GepeMeHHOCTM, NOATOTOBKA K OC/IOXHEHHBIM pojam,
K POXXAeHuWt0 pebeHKa, TpebytoLero cneunanbHol MeanuLMHCKOM
NoMoLLU, K NpepbiBaHUO B6epeMeHHOCTU). Bonpockl 3TU4eCcKoro
XapakTepa NoOAHUMANNCh BO MHOTMX PYKOBOACTBAX MO K/IMHUYEC-
Koin reHeTuke (Mepdm 3.A., Yeins T A, 1979; Boukos H.M.,
1982, 1984; Bomb A., 1995). 3TMUeCKMe acrneKTbl MeANKO-TeHeTH-
YecKMX MCcCneaoBaHWii, B TOM umcie u Kacawouwmecs MU, 6binn
NpeaMeTOM MPUCTaNbHOr0 BHUMaHMA BcemmnpHoW opraHusauumn
3apaBooxpaHeHns (WHO, 1998) n HeogHOKpaTHO paccMaTtpuBa-
NNCb B OTEYECTBEHHOW Hay4yHoW nuTepatype (boukos H.MM., 2001,
2002; isaHoB B.U., xxeBckas B.JI., 2002; Nxesckas B.JL, 2003;
Wxesckaa B.JL, NBaHoB B.W., 2004). Bce 3Tu 3TU4eCcKune acnek-
Tbl U NPaKTUYECKNE PeKOMeHJaumnn OCHOBaHbl Ha OBLLUX MPUH-
umMnax v npaemnax MegnUUHCKON 3Tuku. B cooTBeTcTBuM ¢ Ko-
[LeKCOM BpayebHOli 3TUKK, NpMHATOM Beepoccuiickum Muporos-
CKMM Cbe370M Bpayeid 7 utoHsa 1997 r., OHW LOMKHbI CAYXUTb py-
KOBOACTBOM K WCMOJIHEHWUIO NPU PELUEHUN 3TUYECKUX Npobiem
MeLULUMHCKOW reHeTukmn n M n B Haweit cTpaHe (Kogekc, 1999),
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B gaHHOI rnaBe Ham MpeAcTaBnsnoCch YMeCTHbIM CYMMMUPO-
BaTb COBPEMEHHbIE MPEeACTaB/EHNA MO 3TUYECKMM npobnemam
M4 v paccmoTpeTb COCTOSAHNE MPO6/IEMBI C MO3ULUN Bpaya-reHe-
TWKa, HenocpefcTBeHHO 3aHATOr0 MeAMKO-TEHETUYECKUM KOH-
CynbTMpoBaHWem no sonpocam MM B ycnosuax ®MIL.

13.1. STUYECKWE NPOBJIEMbI M4 B AOKYMEHTAX BO3

CornacHo pekomeHgaumsm BO3 «MexHaumoHabHoe corfa-
LeHVe 06 3TUYECKMX NPUHLMMAX B MEAULIMHCKONM MeHETUKE 1 reHe-
TUYecKmx TexHonormax» (WHO, 1998) npu nposefeHUN Mefu-
KO-TreHeTNYeCKOro KOHCYbTUPOBaHNA CledyeT 3apaHee 06CyanTb
C CeMbe BEPOATHYIO TAaKTUKY B CMy4yae, ecnv npeanonaraembiii
AMarHo3 noaTeepauTcs. MeHeTMYecKoe KOHCYNbTUPOBaHME Npo-
BOAMTCA [0 MHBa3WBHOI0 BMeLLaTeIbCTBa M 1abopaTopHoit guar-
HOCTUKN. COOTBETCTBEHHO, CeMbSl MOJyYaeT MONHYIO UH(OPMa-
L0 ¥ NOANUCLIBAET «/IHOPMUPOBAHHOE COrnacue Ha npoueny-
py». Huxe nNpuBOAATCA OCHOBHble 3TMyeckue npuHumnsl MA,
N3/10)KEHHbIe B 3TOM AOKyMeHTe BOS3.

3TUyeckne NpUHLMNbI NPeHaTaIbHOM ANarHOCTUKM

(WHO, 1998)

 [eHeTnYeckas NOMOLLb, BKAOYasa M/, 4omKHa 0KasblBaTbCS
TeM, KTO HY)XX[aeTca B Hell N0 MeJULMHCKUM MOKa3aHUAaM,
He3aBUCMMO OT YPOBHS LOXOAOB W Apyrux ycnosuii (B Tom
yncrne PULNYECKOro cratyca).

M ocHoBbiBaeTCA Ha MpuHUMNe fO06POBOALHOCTU. byay-
e poaMTeNnN JO/MKHbI 3apaHee NPUHATb COBCTBEHHOE pe-
LeHWe B OTHOLLIEHWUMW NpepbiBaHUS 6ePeMEHHOCTM, ecnu Mo
pesynbTatam 1], 6ygeT ycTaHOBAEHO, 4YTO pebeHOK byaer
6oneH.

[varHos nnogy yctaHaBn1BaeTCA 40 POXKAEHUS HE3aBUCUMO
OT /INYHbIX B3rNA40B poAnTeneid Ha npobaemy npepbiBaHUs
6epemeHHOCTU. B HekoTopbix cnyvasax [ nposoauTcs
C LieNbio NOATOTOBKWN CEMbU U MESULMHCKMX CNYX6 K pOX-
AeHuo pebeHKa C COOTBETCTBYIOLUM 3ab0/1eBaHMEM.

M naetT MHQOPMaLMIO POAUTENAM U MeSULIMHCKUM cnewuuna-
ANCTaM TOMLKO O COCTOSHWUM 340POBbs camoro nioga. Hepo-
nycTUMO Mcnonb3oBaHve MJ, 4na TeCTpoBaHMA poguTeneit
(3a McknoyeHem 6epeMeHHOCTU B pesynibTaTe Hacuns Um
6/1M3KOr0 KPOBHOI0 POACTBA), BbIOOpa nona (3a UCKNHUeHU-
€M HacneACTBEHHbIX 3a60/1eBaHWNIA, CLLENIEHHbIX C MOI0M).
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* MefnKO-TeHeTUUECKOe KOHCY/bTUPOBaHWE LOMKHO Mpea-
LecTBOBaTb NPOBEAEHNIO ANArHOCTUYECKO NpoLeaypbl.

* MposegeHne MM N0 MeAULMHCKUM MOKA3aHUAM [O/HKHO
6bITb NPMOPUTETHBLIM MEPE 4MArHOCTUKON TOIbKO No obec-
MOKOEHHOCTW MaTepy COCTOSIHWEM NJIOAaA.

» Bpau gomkeH NpeaocTaBmThb XeHLWMHe (Cynpyram) Bce Knu-
HWYeCKne CBefeHunsA, N3BECTHbIe MO 06CYyXfaeMoMy 3abone-
BaHWI0, BK/KOYas CPOKM MaHUpecTaLuu.

* MNocne ycTaHOBMEHMA fMarHo3a N060e peLleHne, NPUHATOe
XKEHLLMHOW Man cynpyramu, 4OMKHO 6bITb BOCIPUHATO C YBa-
YXEHMEM M 3aLMLLEHO B pamMKax Mpas CeMbW 1 3aKOHOB, OMnpe-
LensoLWwmnx coumanbHble U KynbTypHbIe MPUHUMMbI KaXoi
CTpaHbl. TOMbKO POAWTENN, HW B KOEM Cily4Yae He MeSULVH-
CKUe paboTHUKK, fienatoT BbIGOP B OTHOLLIEHUN CYAbObI N04a.

MPUHUMNBI KOHCY/IbTUPOBaHUA Nepes, NpeHaTanbHol
awnarHoctukoii (WHO, 1998)
KoHcynbTrpoBaHue nepef M/, 4o/mMKHO BKAKOYATL B Ce6s1, Kak

MUHUMYM, CNefytoLine MOIOXKEHUS U CBEAEHNS, KOTOpPble Heob-
XO4MMO COOBLNTL CEMbE:

» ToYyHOe Ha3BaHMe 1 06LLYI0 XapaKTepUCTUKY 3abo/eBaHus
(3aboneBaHuin), KOTOpble MOFYT ObITb BbIB/IEHbI NPU guar-
HOCTUKe (MH(OpMaLMA He LO/MKHA OblTh U3NULLHE feTanu-
3upoBaHa). Nomunmo ob6Lueli xapakTepucTukm 3abonesaHns
Heo6X0AMMO OTMETUTbL TO, KaK 3TO COCTOAHMe ByaeT oTpa-
XaTtbcs Ha 6ygyllem camoro pebeHka, ero poauTeneii u Bcex
UNeHOB CEMbM.

B03MOXHOCTU neyeHns 3ab0neBaHWs Nocne poXxaeHus pe-
6eHKa 1 couManbHOW NOAAepXKM, Ha KOTOPYK MOryT pac-
CUNTbIBATbL POAUTENN.

OnucaHune BepOATHOCTM (pUCKa) TOFO, 4TO pe6EHOK MOXeT
ObiTb 6071€H. PUCKN MOTYT 6bITb BbIpaXEHbI B MPOLIEHTAX,
NPONopLUAX NN CNOBECHO.

BepoATHOCTU HeXefaTeNbHbIX pe3y/ibTaToB aHan30B 1 Ciy-
YaHbIX HaxX0[oK.

B0o3MOXHble MyTW peweHuns nNpobnemMsbl, ecinm pebeHoK oKa-
XeTcsa 60nbHbIM. Hanpumep, goHalnBaHe 6epeMeHHOCTM
M fanbHelilee BOCMMUTaHMe pebeHKa B CeMbe UK NoMeLle-
HWE ero B roCyapCTBEHHbIE YUPEXEeHUA, 0TKa3 WU nepejaya
Ha YCbIHOB/IEHWE, NpepbiBaHWe 6epeMeHHOCTUW, NleyeHue
nnoja BO Bpemsa 6epeMeHHOCTUN UK cpasy Mocne POXAEHNS.
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» BepoATHOCTb MOMTYYEHUS] HEOLHO3HAYHbIX 1a6opPaTOPHbIX
NN YNbTPa3BYKOBbIX AaHHBbIX.

¢ Heo6xoaMMOo yunTbIBaTb, YTO 6OMBLINHCTBO AMarHocTmpye-
MbIX COCTOSHWIA M04a He neyaTca npeHaTanbHo. CooTBeT-
CTBEHHO, UH(OPMaLUs 0 HaM4nM 3ab60NeBaHNSA He MOXET
MOMOYb CaMOMY PeBEHKY [0 ero poXaeHus.

* HnkaKue TeCTbl He MOTYT aTb MOMHOW rapaHTWUM 340P0OBbS
6yayuiero pebeHka, Tak Kak ecCTb MHOXECTBO 3a60/1eBaHUIA,
HUKaK He MPOABNAOLWMX Ce6s 4O POXAEHWSA, KPOME TOro,
cneuunanncTbl MOTYT ObITb HE MH(DOPMMUPOBaHBI, YTO AaHHas
CeMbSi MMeeT PUCK MO KakoMy-TO ApYroMmy 3abo/eBaHuto,
MOMMMO TOr0, B OTHOLIEHUWN KOTOpOoro nposogmtca M.

e PUCK NpoBegeHUs caMoil AnarHOCTUYECKO npoueaypbl Ans
maTepu 1 gna nnoga.

* Mpo6ieMbl HEMEAULMHCKOTO XapakTepa, €Cfn OHU eCTb
(onnata AMArHOCTMKM CaMUMW POAUTENSMW WAW 3a CYUET
CPeAcTB rocyAapCTBEHHOIO PUHAHCUPOBAHMSA).

e VIHhopMmpoBaHME 0 TOM, YTO HEMHBA3WNBHbIE CKPUHUPY-
oL Me NPOrpaMMbl, TaKne Kak BMOXUMUYECKNIA CKPUHWHT,
ABNAIOTCA TO/bKO NEPBLIM 3TanoOM MpPeHaTanbHOro o6cne-
[0BaHNA N HUKOT4a He MO3BONMAOT TOYHO YCTaHOBUTL AU-
arHos.

e CTOMMOCTb 06C/ef0BaHNA 1 BO3MOXHOCTU KOMMEHCALUK
pacxofoB, eCnu TaKOBble NMEHTCH.

* HasBaHuMA 1 agpeca crneymanbHblX OpraHu3ayuii 4ns nogei
€ 3a60/1€BaHNEM, YCTAHOBMIEHHbIM Y /1044, FPYNN NOAAEPX-
KW 1 OTAENbHbIX UL, C KOTOPbIMA MOXHO CBA3aTbCA, €CNn
KOHCYbTMPYHOLLMECS 3aXOTAT 3TOTO.

13.2. 9TUYECKME ACMEKTbI M4, B MPAKTUYECKOWA

PABOTE BPAYA-TEHETUKA

BoiwenpusefeHHble 3TUYECKME MPUHLMUMBI U MOMIOXEHWS,
pernaMeHTUpytoLine MefUKO-reHeTUYEeCKOe KOHCY/bTUPOBaHMe,
B TOM YMC/IE U NPEHaTaNbHOE, HOCAT 06 WA XapaKTep 1 Npw Beel
CBOEN YHMBEPCAaNbHOCTU HE MOTYT NpefLyCMOTPEeTb BCEX OpraHu-
3aLMOHHBIX U KNUHUYECKNX CNI0XKHOCTE, C KOTOPbIMU NMOCTOSAH-
HO NMPUXOANTCH CTANIKMBATLCA Bpayy-reHeTUKy. ECTeCTBeHHO, UTo
OHW HE YUUTLIBAIOT M ObICTPO MEHAIOLLMECA BOSMOXHOCTU CaMoi
MA. Tak, ecnn B 90-x rogax npoLuioro BeKa MONeKynsgpHo-reHe-
TWYECKWIA aHann3, a BCres 3a HAM 1 LOpo40oBas ANarHocTuka, bbl-
K pa3paboTaHbl TONLKO AN HECKOMbKUX KpaliHe TsXesbix 3a60-
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NeBaHWUn € OrpaHUYeHHbIM CPOKOM XWU3HW 60NbHBLIX (MYKOBMC-
unao3, muogmcTpodua [ioweHHa n ap.), TO B HACTOSLLEE BpeMs
N3BECTHA MOJIEKYNApHasa OCHOBA W, COOTBETCTBEHHO, peanbHa N[,
HECKOJIbKMNX COTEH HacneLCTBEHHbIX 3a601eBaHMI C pa3NyHbIM Xa-
pakTepoMm TeYeHMs U coLmanibHbIMU nocneacTeuamu (cm. rnasy Xl).
Mpu ynbTpa3ByKOBOM MCCMEA0BaHUM OMNpeaensTcs Menbyali-
Lme noApo6HOCTM aHATOMUYECKOTO CTPOEHUA N0AA U JaXe He-
KOTOpble 0COBEHHOCTM ero (PYHKLMOHANLHOrOo cTaTyca (CM. rnasy
VIII). LlutoreHeTnyeckuii aHanm3, 0CO6eHHO B COYETAHWUM C ero
pasfMyHbLIMN MOMIEKYNAPHBbIMKU MogudUKaumaMmu (pasnuuHble
BapuaHTbl FISH-meTofa), npefoCcTaBnseT yHUKaNlbHbIe BO3MOX-
HOCTU [eTanbHOro aHanusa kKapuoTtuna nnoga (cMm. rnasy X).
Mpwn aToM AanbHeiwwee pa3suTue M/ HeBO3MOXHO 6€3 MOCTOSH-
HOr0 COBEPLUEHCTBOBAHNSA YXKE CYLLECTBYIOLLMX 3TUHECKNX NPUH-
LMMOB U UX PerynspHoil KOPPeKLUn B 3aBUCMMOCTM OT U3MEHSAIO-
wuxcs ycnosuiA. COOTBETCTBEHHO, Mepej cneunanucTamm u ca-
MUMW POAUTENSMU BCE Yallle BOSHUKAIOT ABa OCHOBHbIX BOMPOCa
3TUYECKOro xapakrepa:
* npun HaAM4mn MeTOAMHeCKOVI BO3MO>XHOCTW NPoOBOANT b UN HE
NpoBoANTb M [, KOHKPeTHbIX COCTOSHUIA, PUCK KOTOPbIX B Ce-
MbE MMeeTCs, HO 3a60/1eBaHNE HE CTO/b Ts>KeNnoe?

* NpepbiBaTb WM He NpepbIBaTb 6epeMeHHOCTb Npu 06Hapy>Ke-
HUN HEKOT OPbIX BNAOB naTonornm?

OTBeT 4aneko He 0YEBUAEH, ECMIN peYb UAET 0 3a60/1eBaHNAX C
YMCTBEHHO OTCTaNOCTbiO Pas/IMYHON CTeneHu, pUCKOM Manur-
HMU3aLUM HWXe cpeaHero (Helipotmbpomartos, cuHapoM BekBu-
Ta—BuaemaHa v gp.). OAHO3HaYHble PEKOMEHAauun He MOoryT
6bITb faHbl MPY BbIABNEHUN KAPUOTUMOB MA0A0B C YMCAOBLIMU
N CTPYKTYPHbIMK abeppauusamu nosioBbiX XpPOMOCOM, Npu 06Ha-
PY>XEHMN MapKepHbIX XPOMOCOM U APYTMX NepecTpoeK, Npu gnar-
HOCTWKe 3a60/1eBaHU, 415 KOTOPbIX YXXe UMEKTCS LOCTaTOUHO
3((heKTUBHbIE CNOCOBLI fievyeHUa (remodunnsa, MeHUIKETOHY-
pus). BbisiBNeHne npu ynbTpasByKOBOM WCCNEA0BAHUN HEKOTO-
PbIX NOPOKOB KOCTHOW CMCTEMbI, MOPOKOB CEPALA, PacLLenvH ry-
6bl n/mnn Heba M Apyrux aHOMaauid, BegyLIMX K MHOFO3TanHoi
XUPYPruyveckoli KoppekLuuu, Takxke TpebyeT 3Ha4MTeNbHOM NoMo-
L1 CEMbE B MPUHATUN pPeLleHns 0 NPOLOSIKEHUN BEPEMEHHOCTH.
Heo6xoaum ocobblii NOAXOA, €CM CeMbSi HACTPOEHA MPOBECTM
[OPOLOBYIO AMArHOCTUKY TAXKENbIX HacnefCcTBeHHbIX 3abonesa-
HWUIA C NO3LHMMU CPOKaMu MaHugecTauumn (xopes MeHTUHITOHa,
MOMMKMCTO3 NOYEK B3POCNOro TMNa u np.).
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3HaUYUMbIM ABAAETCS U CPOK GEPEMEHHOCTY NPW peLLeHnn Bo-
npoca 0 rnpepbiBaHWUM B Clyyae nopaxkeHus nnoga. JuarHoctnka
B | TpumecTpe fonyckaeT 6onee cTporme nogxonbl. MoATeepxae-
HUe [uarHo3a WM HEeOoXMAaHHOe O6HapyXXeHue naTtonoruu
B KOHLe BTOporo unu gaxe B 11 TpumMecTpe He Bcerga MoXeT ciy-
YXXUTb NOBOAOM NS NpepbiBaHUA 6ePeMeHHOCTH.
Mo MHeHWIO BeAyLLero aHrnMinCcKoro reHeTuka Mutepa Xap-
nepa (Harper P.S., 2003), Kputepusmu ansa nposefeHuna Na sasns-
H0TCA CegytoLme nonoXKeHus:
* 3a60/eBaHNe JOCTATOUYHO TS>KENoe W SBNSAeTCA OCHOBAHWEM
Onsa npepbiBaHUA 6epeMEHHOCTI/I;

* fleYeHne OTCYyTCTBYET WM ManosPeKTUBHO;

* CeMbs cornacHa rnpepBaTb 6epeMeHHOCTb, €Cn Y MNoja noj-
TBepANTCA fMarHos;

* UMelTCS HafeXHble NabopaTopHble TeCcThl Ans TouHoW M [,

3a60neBaHus;

* UMeeTCSs BbICOKMA FTeHETUYECKUIA PUCK NPU AaHHOWN GepemeH-

HOCTMW.

HeobxoauMOo OTMETUTb, YTO KpuTepumn M, MOryT OTIM4aThCcs
B pa3HbIX CTPaHax 1 Aaxke B pasHbIX PernoHax 0gHol CTpaHbl, 3HaUn-
TeNIbHO MOAN(ULMPOBATLCA C TEUEHMEM BPEMEHM MO MEPE Pa3BUTUSA
HOBbIX/1€4eBHbIX TEXHONOT M. MeanUMHCKNE peKOMEHAAL N MOTyT
N3MEHATHCA M B CBA3W C peasibHbIMK ycrnexamu hapmakoTepanuu,
pa3BUTMEM MESULIMHCKUX TEXHOMOMUIA WU JOCTYMHOCTHIO COLasib-
HbIX nporpamm. 3TO KacaeTca 60/bHbIX C (PeHUKETOHYpueii
(PKY), MyKoBMCLMAO30M, reMothuineid 1 faxke ¢ cuHApomom Jay-
Ha. MepemMeHbl 0CO6EHHO 3aMETHbI B 3KOHOMUYECKM Pa3BUTbIX FOCY-
fapcTBax. B Halleli cTpaHe 3a nocnegHue rofbl 3aMeTHO M3MeHUNAch
cutyaumsa ans 6onbHbIX ¢ PKY. 1o opraHv3aLMm MaccoBoro CKpu-
HWHTa AnarHo3 3Toro 3ab0/1eBaHMs CTaBUJICA CIMLIKOM no3gHo. Co-
OTBETCTBEHHO, POAWTENN, BOCMMTLIBatOLME 6OMLHOrO pebeHka co
3HAYUTENbHBLIM CHUXEHWEeM WHTes/1IeKTa, C FOTOBHOCTbIO LM Ha
M4 atoro 3abonesaHna npu cregyrowmx 6epemeHHocTax. ocne
BHeJpeHns MaccoBOro CKpUHUHra Ha ®KY u npu JoCcTynHOCTH CO-
BPEMEHHbIX 6e3theHnNanaH1HOBbLIX TMAPONN3ATOB MOABUMIAChL pe-
aJibHas BO3MOXHOCTb aKTUBHOM MPOUAAKTUKA KMHUYECKOI Ma-
HugecTaumuy atoro 3abonesaHns. MHorve Aetu, BbIsiB/IEHHbIE MPK
HeoHaTa/lbHOM CKPUHWHTIe, CTPOro cobnojatoLume AMeTy 1 nonyya-
foLLMe B HEOOXOAMMOM KOJIMYECTBE 6eNKOBbIE TMAPONN3aThI, UMEKOT
X0poLve nokKasaTte/in HepBHO-MCUXUYECKOro pPasBUTUSA U COMaTU-
YecKoro 340poBba. VX poantenn nHorga otkasoiBatotcs ot M4, He
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cumTas (eHWNKeTOHYPUIO CAMLIKOM TshKeNbiM 3aboneBaHueM.
C [pyroi CTOpOoHbI, pelleHre 0aHON Npobiembl (3heKTUBHaS AM-
eToTepanusa ®KY) fenaet KpaliHe aKTyalbHOR Apyryto —npogu-
NaKTUKY TepaTOreHHOro BO3Z4eNCTBUS MaTEPUMHCKOro heHnnanaHu-
Ha Ha niog (He06X0AMM NePEBOA Ha HU3KOMEHWMaNaHVHOBYO Ane-
Ty Ha BECb Nepunof 6epeMeHHOCTH, BKIKOYas MOLIOTOBKY K Held).

OTHOLIEHNE poanNTENeil K BEPOATHON 60Me3HN ByayLLero pe-
6eHKa 3aBUCUT OT TOrO, eCTb /IN B CEMbE YXKe KTO-1160 € 3ThM 3a-
60neBaHNEM MW XKe OHWU CTONKHYAUCH C 3TUM Brepable. Mpu Ha-
AMYUK TsHKeno 60/1bHOr0 pebeHKa B CEMbe POAUTENU, KOHCYbTU-
pyHOLLMECS B OTHOLLEHMMW NPOrHO3a 415 CNefyowmnx geTen, Kpai-
He HaCTOPOXXEHHO OTHOCATCA AaXe K MAHMManbHOMY NOBTOPHO-
My pucky. Hanbonee CMOKOHOE OTHOLLEHNE OTMEYEHO Y poanTe-
nei, ecim OHW caMy UMeKT Npob6siemMy, B OTHOLUEHUU KOTOPOWA
M onpegenseTcs MPOrHo3. ANa rAyxux poAuTenell poxaeHue
1 BOCNUTaHWe chblwallero pebeHka aBnsetTca 6onee npobnema-
TUYHbIM, YeM MOSB/EHME Ha CBeT pebeHka ¢ rnyxotoii. B 06biy-
HO CeMbe pOXAeHue ryxoro pebeHka MpoBoOLMpYyeT ANUTENb-
HbIA CTpecc, a Mpy OTCYTCTBMU NPOGeCCUOHaNbHON abunmTaum-
OHHOW nomown obopaunBaeTca A1 pebeHka 3afep>KKoi Heps-
HO-MCMXNYECKOTO W WHTENNEKTyanbHOro passutus. OTKpbiTUE
LIEHTPOB paHHEro BMeLlaTeIbCTBa, 0Ka3blBaloLWMX abunnTaLmoH-
HYH0O MOMOLLb MeAMKO-COLManbHO-MeAarorMyeckoro xapakrepa
B CaMOM paHHeM Bo3pacTe (0T 0 4o 3 neT) ABAAETCA CYLLECTBEH-
HbIM LUArom K ynyudleHno KayecTBa XXU3HU MHOTUX feTeli ¢ pas-
NNYHOW BPOX/AEHHOW 1 HacneACTBEHHOI MAaTONOrMEN.

B npouecce MeaMKO-TeHETUYECKOT0 KOHCY/bTMPOBaHUA BO-
npocbl M 4omKHbI 6bITb 06CYXAEHDI 3apaHee, elle A0 HacTyne-
HUsi 6epeMeHHOCTU. [pu COCTaBNEHUN MELUKO-TEHETNYECKOrO
3aK/l0YeHNs HeobXO0AMMO He TONbKO OroBOPWUTb BO3MOXHOCTb
M4 4ns KOHCYNbTUPYHOLLEACA CEMbW, HO M YTOUHUTbL KPYT POACT-
BEHHbIX /UL, KOTOpbIM Nogo6bHas MM Takke MOXET ObITb MOKa3a-
Ha. MpoBeaeHne NMOAOOHBLIX KOHCYMbTaLuWii yXXe BO Bpems 6epe-
MEHHOCTW KpaWHe HeXenaTtenbHO. 3TO He TO/bKO 06bsCHSeTCA
peasbHbIM LeMLMTOM BPeMEHM, CBA3aHHbLIM CO CpoKamu Hepe-
MEHHOCTM, HO CKOpee TeM, YTO 60/IbLUMHCTBO 6GepeMeHHbIX XEH-
LWMWH, UX My>eli 1 YNeHOB CEMbM BO BpeMs 6epeMeHHOCTN He MO-
ryT 06beKTUBHO OLEHUTb BCe (DaKTOpbl «3a» W «MNPOTMB» Kak ca-
MOIi MpoLeaypbl, TaK U BEPOATHbLIX pesynbtatos M.

LLInpokoe NpMMeHEeHNEe CKPUHMPYIOLWMX NpOrpaMM NpuBoauT
K TOMy, YTO GepeMeHHas >XeHLLMHA MOXET OKas3aTbCA B rpymnmne
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BbICOKOTO pUCKA BPOXAEHHOW W HacneACTBEHHON naTonoruu
y niofa, Korga npeaBapuTenbHbIl pUCK, 40 NpoBeAeHMs obcne-
[0BaHuA, BbiN COBCEM HU3KUM. B cnydyae noATBepXAeHus auar-
HO3a TaKune CeMbM HY>KAAKTCA B NPOGeCCUOHanbHOM NCMX00rn-
4eCKOoi MoMoLLM, 0CO6EHHO, eCn CPOK BePEMEHHOCTH Yxke 60/1b-
LWOW. BepoAaTHOCTb NpepbiBaHWA 6EPEMEHHOCTU NPU NOMYYEHUN
HeraTMBHbIX Pe3yNbTaToB AMArHOCTUKM [O/MKHA BbiTb 0CO3HAHA
KOHCYNbTUPYHOLLECA CeMbel 3apaHee — elle A0 NPOBeAeHUs
npoueaypbl. B HEKOTOPBIX Cyyasax, No Peurno3HbIM MU UHBIM
CO06paXKeHMsAM, CeMbs He COBMpaeTCcs NpepbiBaTb 6EPEMEHHOCTb
[aKe MpU TSHKENOM HacneACcTBEHHOM WM BPOXAEHHOM 3aboe-
BaHUW ByayLlero pebeHka. MHoroe 3aBucUT OT YCTAHOBOK COL M-
anbHOW rpynnbl UM HaLMOHANbHOCTU, K KOTOPOI MpUHagiexar
poguTenu. B page cemeil JOMUHUPYIOT NNYHbIE MOTUBLI. OfHU
napbl FOTOBbI MONTK HA ANArHOCTUYECKYHO MPOLEAYPY W MpepBaTb
6epeMEHHOCTb B C/lyvae HEXeNaHHOro mona nnoga. Apyrue gaxe
MpW BbICOKOM PUCKe TAXKENbIX HacnefCTBEHHbIX WAN BPOXAEH-
HbIX 3a60neBaHNii He COrnallalTca Ha MHBA3MBHYO AMAarHOCTU-
Ky, a Moc/ie yCTaHOBNeHNA guarHo3a COMHEBAIOTCA B ero JoCTo-
BEPHOCTU U HAZlEOTCA Ha Yy[o.

HexkenaHve npepbiBaTb 6EPEMEHHOCTb HE ABNAETCA NMOBOLOM
4171 0TKa3a 0T NPOBeAeHMNs NPeHaTanbHbIX UCCNef0BaHNii BOOOLLE.
B Takux cnyvasx MM cnegyet peKOMeHA0BaTh C LENblo nepexoa
OT BEepOATHOCTHOr0 NPOrHo3a K TOYHOMY AUarHo3y uiau ero oTme-
He. YCTaHOBNeHWe [AuarHo3a ro3Bo/seT CemMbe MOAroTOBUTLCA
K POX[eHW0 pebeHKa C U3BECTHbLIMY NMpobemMamu 340p0Bbs U 3a-
paHee NpofymMaTh U CNiaHMpoBaTb BMECTE CO CreLuanmcTaMmm He-
06X0AMMbIE MEPONPUATUSA MEAULUHCKOTO 1 COLMaNbHOIO MNnaHa.

BaXHO MH(OPMUPOBATL CEMbIO, UTO OBHApPY>XeHWe HEKOTO-
pbix BMP »n npeHatanbHoe yCcTaHOB/MEHME AMarHo3a npu cospe-
MEHHbIX BO3MOXHOCTAX MefULMHbI eLle He ABnseTca 06a3aTenb-
HbIM MOBOAOM A1 NpepbiBaHNsA 6ePeMEHHOCTU. Y CTaHOBNEHHbIN
[MarHo3 U CoOTBETCTBYHOLLME OCOBEHHOCTM Pa3BUTUA N1osa AB-
NATCA 3HAYMMbIMU 19 ONpefeneHus TaKTUKU BefeHNs poLoB
N HEeo6XOAUMOCTU BbICOKOCMELNATM3NPOBAHHOW MeAULNHCKON
NMOMOLLY HOBOPOXAEHHOMY B MeEPBble AHW U JaXKe Yachl XXU3HU.
MpopomkeHne 6epeMeHHOCTU MOXET 6bITb ONpaBLaHo Npu 06Ha-
PYXXEHUM HEKOTOPbIX BPOXAEHHbLIX MOPOKOB cepaua, Avadpar-
Ma/ibHbIX TPbhK He6ONbLWOro pasmMepa 6e3 CMeLeHUs OpraHos,
CNyyaeB racTpowimsuca npu HaxoXeHue neTenb KULLIeYHUKa
B aMHMOTUYECKOW NonocTn 6e3 nx ywemaeHus, npu aMHUOTU-
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YeCKMX MepeTsKax, He AeOPMUPYHOLLMNX XXMU3HEHHO BaXKHble
opraHbl. HekoTopble 3MOpUOHabHbIE OMYX0M MOTYT MOABep-
ratbCs pe3opbunm 1 He ONpeaensTbCa NOCAe POXAeHUSA. BaxHO
NOAYEPKHYTb, YTO BO3MOXHOCTb XMPYPrUYeCcKon KoppeKLumn no-
poKa 1 Apyrux BMAOB NOMOLLW AO/MKHA 06CYXAaTbCA TONbKO MO-
e UCK/IOYEHNS XPOMOCOMHOM NaToormn y Nnoga.

B cnyyasx ycTaHOB/EHHbIX HecbanaHCMPOBaHHbLIX XPOMOCOM-
HbIX abeppaunii, OTKPbITbIX 4e)eKTOB HEPBHOW TPYOKM, HEKOTO-
pbIX HepoaereHepaTUBHbIX 3a60/1€BaHUIA pEKOMEHaL MK ANisi ce-
MbW AO/KHbI ObITb AOBOMABHO CTPOTrUMM. [lpyrme COCTOSIHWSA,
BK/HOYaKOLLMe B ce6si cCOMAaTMUECKUE HApYLIeHUS NpY HOPMasb-
HOM YpOBHe WMHTennekTa 6e3 orpaHNYeHns NPOAOMKUTENLHOCTH
XU3HW, TpebytoT 6osiee gnddpepeHLNMPOBAHHOIO NOAX04A.

Takum 06pa3om, 3Tuueckue acnekTbl N[ Ha COBpeMEHHOM
JTane Npofo/MKAT 3aC/y>KMBaTh CTO/b XKe NPUCTAILHOrO BHU-
MaHWs CreuyanMcToB, Kak 1 BOMPOChl METOANYECKOr0, KIIMHNYECKO-
o0 1 OpraHW3aLMOHHOTO YCOBEPLLEHC TBOBAHMS 3TOM CNy>Kbbl. Cre-
JyeT 06paT!Tb BHUMAHWE Ha TO, YTO HEPELLEHHOCTb MHOTUX 3T U-
yeckmx BonpocoB [, 06bSCHAETCA He CTOMBKO TEM, YTO UM He
MpUAaloT 3HaYeHWsl, a CKopee TeM, YTO OTBeTbl HA HUX TPYAHbI
1 HEOAHO3HAUHbI. DBOMOLMSA 06LLECTBA M CTPEMUTEbHOEPasBU T Me
B6MOMEAVLIHCKMX TEXHOMOTWIA, MUCNOMb3yeMbIX B ANArHOCTWNYECKOL
NpaKTWKe, BblABMraeT 3T¥ BOMPOCH! Ha NepeaHuiA NnaH.

K coxaneHuto, fO CUX NOP He CYLUECTBYET MeXAYHapOLHbIX
OOKYMEHTOB, ONpejensioLmx npasa camoro nnoga. Cneuunanmc-
Tbl B NyYLUEM C/y4yae CCbINAIOTCA Ha AOKYMEHTbI, OMpeAensto-
wure npaBa pebeHka. Ho npu oTcyTcTBMM 06LIENPU3HAHHbIX
KpMTEpPUEB O Hauase XW3HW MN0Aa, He3aBUCUMOM XXMU3HecMo-
COOHOCTU pebeHKa BHE MAaTEPUHCKOr0 opraHm3ama u gpyrux na-
pameTpoB, CTO/b LUMPOKOE MPUMEHEHWE 3TUX NPaBOBbIX 4OKY-
MEHTOB He COBCEM KOppeKTHO. COOTBETCTBEHHO, HEO6X0AWMbI
HOBblE ME>KAyHapOfHble NpPaBoBble AOKYMEHTbI, OMpejenstoLye
npasa nnoga, a He TOMbKO CeMbW. BO Bcex cTpaHax C pa3BMTOM
cnyx6oii M Takme JOKYMEHTbI AO/MDKHbI 6bITh paTU(ULUMPOBa-
Hbl B MEPBYH O4epesb.

13.3. MPEHATAJIbHAA ANATHOCTWKA 1 EBIFEHVKA

MOCKONbKY KOHEYHbIA pesynbTat [, —BbisiBNeHE U Npodu-
NaKTUKa POXAEHNSA AeTeil C TAXENbIMU BPOXAEHHbIMU U Hacnes-
CTBEHHbIMM 3a60/M1eBaHUAMM, KaXeTCA 04YeBUAHbIM, 4TO M fon-
KHa peasibHO MPUBOANTL K YMEHbLUIEHUIO FeHeTUYecKoro rpysa
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B nonynauuun. OfHaKO peanbHas B3auMocBA3b MM U eBreHnKu
B AEACTBUTENLHOCTM HE CTO/b OfHO3HAYHa.

N[, BefeT K ceneKTUBHOMY abopTUPOBaHMIO NN0A0B, 06naga-
OWNX MyTauuAMKU, NPUBOSALLMMU K TSXKENbIM 3ab0/1eBaHUAM.
YuunTblBasa TAXeCTb 60NbLUMHCTBA ayTOCOMHO-PELECCUBHBIX 3a-
6071€BaHNI N OrpaHNYeHHYH NPOLOMKNTENLHOCTb XU3HN UHAN-
BMAYYMOB, KOTOpble MOriv 6bl poautbcs 6e3 nposefeHus M4,
MOXXHO CUMTaTb, YTO X PENPOAYKTUBHBIA BKNag B Nl060M cryyae
paBeH Hy/0. [eHOTUMbI CaMUX POANTENEN OCTAOTCA HEM3MEHHbI-
MW U HUKaK He 3aBUCAT OT AuarHocTuku. COOTBETCTBEHHO, LIK-
POKO MPOBOAVMbIE AOPOAOBbIE MUCCMELOBaHWUSA C MOCNeAyoLLel
3NMMUHaLMel TOMO3UIOTHBIX 60MbHbLIX NA040B MOTYT U3MEHATb
COOTHOLLEHVE YaCTOT FreHOTUMNOB B MONY/NALMMW, HO HE OKa3blBaloT
3aMeTHOr0 B/IMAHWA Ha 4acToTy reHoB. NS U3MeHeHWs 4acToT
BCTPEYaEMOCTN TEHOB Heo6XoauMo Obl0 Obl 3MMMUHUPOBATL
BCEX HOCMTENe NaToONOrMYECKUX FEHOB, YTO, KOHEYHO Xe, uC-
KnouyeHo. CneflyeT, ofHaKo, 06paTUTb BHUMaHWe Ha TO, YTO MNpu
XOPOLIO NOCTaBNEHHO cnyx6e MM /[, BCe reTepo3nroTHbIe HOCKTe-
NN MYTAHTHbIX FEHOB MMEKT peasibHbli LWaHC POAUTL 340POBOr0
pe6eHKa. COOTBETCTBEHHO, YNCA0 6OBbHLIX FOMO3UTOT B NONY/s-
unn 6yAeT yMeHbLIaTbCA. BnaronpuaTHble couunanbHble nocnes-
CTBMS TakOW MO3UTUBHOW €BreHUKU o4eBUAHbI. Tak, Gnarogaps
npaBWIbHO OPraHM30BaHHOW cnyxb6e M[ B page nepeaosbix
cTpaH EBponbl NpakTUYeCcKM NOIHOCTLIO YAAN0Ch NPefOTBPaTUTD
poxaeHue fetein ¢ 6onesHblo [ayHa, C OTKPbITbIMU AetheKTamm
HEPBHOW TPY6KM 1 3aMETHO COKPaTUTb YMCO AeTeli C HEKOTOPbI-
MU Hanbosiee YaCTbIMU U TAXE/IbIMA MOHOTEHHbIMY 60/1Ee3HAMM
(tanaccemus, mykosucumgos) (cm. rnasbl VI, X, XI). Kak noka-
3blBaeT MUPOBOI U OTEYECTBEHHbIN OMbIT, BMOMHE peasbHO npes-
OTBPATUTb POXKAEHWe UHAMBUAOB C TSHXKeNbIMU 3a60neBaHUAMY,
HacnefyeMbIMW N0 ayTOCOMHO-A0OMWHAHTHOMY TWMy, B TOM Yncne
M C OTCPOYEHHON MaHuecTaumnen (xopesi MEHTUHITOHA, BPOX-
[eHHble MuonaTum).

Takvm o6pazom, M1, 1 anuMuHaLmMs 60/bHbIX MI0L0B, MPOBeAeH-
Hble MO >KeNnaHuo poauTenei, Crnoco6CTBYIOT CHU>KEHUIO reHe T -
YecKoro rpysa nonynaupm B Lenom. Bce 3T0 faeT OcHOBaHWe pac-
cmaTpueaThb /] KakpeasibHbI Ny Thpassy T WS COBPEMEHHOI MO3-
TWBHOW eBreHnKn. Ycunma N[, HanpaeneHHble Ha PO>KAEHNE 340P0-
Borope6eHKa B KOHKPETHOM CEMbE BbICOKOrOpUCKa, B KOHEUYHOM cye-
Te, 6naronpuUATHO CKa3bIBATCHA HA COLMAILHOM U reHe TUYECKOM
3[10POBbE BCEr0 0OLLECTBA M Ye/I0BeYeCTBa B LIESIOM.
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3AKJTIOYEHUE

OTUYECKMe acneKTbl NPOoAOXKaKT 0CTaBaTbCA BaXKHbLIM, 0 CUX
nop [0 KOHLa He pa3paboTaHHbIM pasgenom I[. B HacTosLee
BpemMs METOAMYECKYI W KOHLENnTyalbHYl0 OCHOBY A/15 peLueHus
aTnyeckmx npobnem MM cocTaBnAOT NOMIOXKeHUA LOKYMeHTa Bee-
MWPHOIA OpraHu3auny 34paBooxpaHeHus: «MexHauroHanbHoe
cornaweHme 06 aTMYECKUX MNPUHLMNAX B MEAULMHCKON reHeTuke
N reHeTnyeckux TexHonorusax» (WHO, 1998). MNMpusefeHbl 0OCHOB-
Hble MPUHLMMLI N 3TUYECKME HOPMbl MEAULMHCKON TFEeHETUKW,
KOTOpble He06X04MMO CobMoaaTh NPU NPOBELEHNN Me[UKO-TeHe-
TUYECKOro KOHCY/NbTUPOBaHUA B cyXbe M. OTMeYeHo, 4To 3Tn
MOMOXEHMNA NpK BCeli CBOE YHMBEPCATbHOCTU HOCAT 06 M xa-
pakTep. OHM He MOTYT M He JO/MXKHbI NpejycmaTpuBaTh BCex opra-
HU3ALMOHHbIX N KIMHUYECKNX CNOXHOCTENR, C KOTOPbIMY NOCTO-
AHHO MPUXOAUTCA CTaNKMBaTLCA Bpayy-reHeTuKy. ECTecTBeHHo,
YTO OHU He YYMTLIBAKOT U BLICTPO MEHAIOLLMECH BO3MOXHOCTM Ca-
moii M. Ecnn B 90-x rogax npownoro Beka MJ, 6bina paspabora-
Ha TONbKO AN HEKOTOPbIX TAXENbIX UHBANUANU3NPYIOLL KX 3abosie-
BaHWiA, OrpaHNYMBAIOLLMX CPOK XMU3HWN BONbHBIX, TO B HACTOALLEe
Bpema [ 4OCTYNHbLI NPaKTUYECKN BCe HACNeACTBEHHbIE N BPOX-
[eHHble 3a60n1eBaHNA. ITO NOPOXAAET HOBble, paHee HEU3BecT-
Hble CNOXXHOCTU ANA MELUKO-TeHeTUYeCKOro KOHCYNbTUPOBaHuA
Kak B OTHOLUIEHMU crnekTpa 6onesHeid, mognexawwmx MM, Tak
“ B BblpaboTKe BpayebHOW TakTMkn nocne M[. HepeleHHOCTb
MHOTMX 3TMYeCKMX Bonpocos M/, Ha COBpeMeHHOM 3Tare 06bsc-
HAETCA He CTO/IbKO TEM, YTO UM HE NPUAAIOT 3HaYeHUd, a cKopee
TeM, YTO OTBETbl Ha HUX TPYAHbI U HEOAHO3HAUYHbLI. Mexay Tem,
3BOMOLMA O6LLECTBA U CTPEMUTENLHOE pa3BuUTME BUOMEAULIMNH-
CKUX TEXHOMOMNIA BbIABMIAOT 3TV BONPOCHI Ha NepeaHuii nnaH.
OTnyeckune acnekrol 1/ Ha COBpeMeHHOM 3Tare NpoAo/XaloT 3a-
CMYXXWBaTb CTOMIb Xe NPUCTaNbHOr0 BHMMaHMUA, Kak MeTofmyec-
Kue, KNIMHWYECKNE N OpraHM3aLnoHHbIe BOMPOCH! 3TON CYXObl.

M cnoco6CcTBYeT CHUMKEHUIO TeHEeTUYeCcKOro rpysa nonyns-
LW B LiesIoM, YTO faeT OCHOBaHME paccMaTpuBaTth ee KaK peanb-
HbI 1 BecbMa 3h(PeKTUBHbI pa3fen COBPEMEHHOW NMO3UTUBHOW
€BreHuku. Ycunua MNA, HanpasneHHbIe Ha PoOX/eHWe 340Pp0BOro
pebeHKa B KOHKPETHOM CeMbe BbICOKOTO PMUCKa, B KOHEYHOM CYe-
Te 61aroNPUATHO CKa3bIBAOTCA Ha COLMaNbHOM U FeHeTUYECKOM
3[0pOBbe BCero 06LLecTsa U YeN0BeYeCTBa B Lie/IOM.



"MABA XIV. HOBbIE HAIMPABJIEHA
B MPEHATA/IbBHOW AVATHOCTUKE

Mporpecc 60 Hayku, N0OOro HayYHOro M NPaKTUYECKOro
Hanpas/ieHNs OMNpefenseTcs, B Nepsyto ovepesb, NPOrpeccom co-
OTBETCTBYHOLLMX METOA0B. B npeablyLLnx rnaeax yx>e 6biiv pac-
CMOTPEHbI CTaBLUME TPaJULNOHHBIMW METOAbI YNbTPa3BYyKOBOrO,
LMTOreHeTUYECKOro, MONIEKYNIAPHOIO U BUOXMMUYECKOTO ucche-
[0BaHMA N04a, KOTOPbIE Y)Ke LWMPOKO MPUMEHSIOTCA Cryxb6amm
M/ B0 BCeM Mupe, B TOM 4uMCMe M B Halleid cTpaHe. Bonblas
npakTu4yeckas U coumanbHaa 3HaummocTb [ KaK OCHOBHOMO
cnocoba NpomMNakTUKM BPOXKAEHHbIX U HacnefCTBEHHbIX 3a60-
NeBaHUN SBNAETCA Cepbe3HbIM CTUMYOM K pa3paboTke HOBbIX,
60/1ee YyBCTBUTENbHBIX, 3PPEKTUBHbLIX U MeHee TPaBMaTUUHbIX
METO/0B aHann3a CoCTOAHNA Naoga.
B coBpemeHHo M/, TakoBbIMY ABASAIOTCS:
e OMMNNAHTaLNOHHAaA ANarHoCTUKa;
* MeTOf KOMG6MHMPOBaHHON [1[, XpOMOCOMHbIX 60/e3Hel
B | TpMecTpe 6epeMeHHOCTY;

* MO/IEKYNApPHAasA LMAarHOCTMKA XPOMOCOMHbIX 60Ne3Hei;

e HeuHBasusHaa MJ no knetkam n AHK nnoga B Kposu Ge-
PEMEHHOIA;

* MOJIEKY/IAPHOE KapnoTUMNMpOBaHue.

14.1. JOUMNNAHTAUMOHHAA ANATHOCTUKA

JoumnnaHTaumoHHasa guarHoctuka (44) nossunack B 90-X
rogax npoLunoro seka 6sarogaps GLICTPOMY pasBUTUIO METOLOB
BCMOMOraTe/lbHON PenpoayKLnm, npexae Bcero MeTo40B aKCTpa-
KopnopansbHoro onnogotrsopeHus (9KO) 1 MUKpOMeTOA0B, Npu-
eM/IeMbIX A/1F aHa/M3a reHoMa eJMHUYHbIX KNETOK, TaKUX KaK Me-
TOfAbl MONIEKYNAPHOA LUTOreHeTUKN (pasnuyHble BapuaHTbl
FISH) n monekynsipHoli reHeTkmn (BapuanTbl MLP) (Vertinsky Y.,
Kuliev A.M., 1993). B HacTosllee BpeMs CNUCOK HacneACcTBeH-
HbIX 601e3Hel, JOCTYMHbIX AOMMMIAHTALNOHHON AMarHOCTHKE,
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BK/IOYAET HE TOJIbKO MHOTME MOHOreHHble (MYKOBUCLMNLO3, (e-
HUNKETOHYPUA), HO W Pas3/iUyHble XPOMOCOMHbIe 6O0NE3HU.
CnekTp 3a60neBaHmWii, JOCTYMHbIX AN18 3TOFO BUAA ANArHOCTUKM,
B HacTOsLLee BPeMSA HacuuTbiBaeT 6onee 40 HO3010rMiA 1 BKKOYa-
€T BCe YaCTble MOHOTEHHbIE 1 XpOMOCOMHble 60ne3Hu (Verlinsky Y.,
Kuliev A.M., 2000). ¥>e k 2001 r. B Mupe 661710 NpoBeaeHo 6onee
2500 foumnnaHTaLMOHHbIX gnarHocTuk. Mocne otbopa mopgo-
NOTUYECKN HEMNONIHOLEHHbIX 3MOPMOHOB W TpaHCMnaHTauuu
B MaTKy PeLNMeHTOB OCTaBLUMXCA 3apogbiweli B 500 cnyyasx po-
aunuch 3L0poBsble fetn, B HacToAwee Bpemsa yucnio AL, B mupe
npesbicuno 10 000 (Schwinger E., 2002; Kuliev A.M. at el., 2002).
AddekTnBHOCTL AL 1 ee 06bEM B COYETAHUN C MPOrPECCOM Me-
TOA0B BCMOMOraTe/lbHbIX PENPOLYKTUBHbLIX TEXHOMOIMIA 6bICTPO
yBenuumsatotTca. Crnpasef/iMBOCTU pafu chnegyeT OTMETUTb, YTO
ALl HauMHaeT nMocTeneHHO BHeApsATbCA M B Poccun. B Halwueld
CTpaHe OHa fenaeT TO/MbKO MepBble LWarn v npoBOAMTCA NULLb
B HECKOJ/IbKUX LIEHTPax BCMOMOTaTe/IbHbIX PenpPOLYKTUBHLIX TEX-
Honoruin Mockebl n CaHKT-IeTepbypra. Mpuyem v B 3TUX LLEHT-
pax OHa MoKa OorpaHW4YeHa TO/IbKO OMPeferieHMeM rnona nnoga
(nnaHupoBaHuMe ceMbM N X-CUensieHHble 3a601eBaHNA), a Takxke
NCKIOYEHMEM XPOMOCOMHbIX 60ne3Heln (baxapes B.A., 2004).

Martepuanom ang AL, aBngi0Tca NonspHble Tenbua Wan oT-
JenbHble 61acToOMepbl, NOAYYEHHbIE C MOMOLLLIO MUKPOMaHUMY-
nATOpa OT AOMMMNJIAHTALMOHHbIX 3apoAbllleli —MpPOAYKTOB 3KC-
TpakopnopasbHOro ona040TBOPeHNA. B 3aBUCUMOCTM OT Uccre-
Jyemoro matepuana, AL} MoXHo nogpa3fennTb Ha NpPeKoHLUenum-
OHHYIO (aHanu3 NONSAPHbIX Tenew) 1 CO6CTBEHHO JoUMMNIaHTaL -
OHHYIO (aHanu3 6nacTomMepoB WAM  KNeToK TpodobnacTa)
(Verlinsky Y., Kuliev AM ., 1993).

[narHocTnka c UCNonb30BaHWEM MOMIAPHBIX Tefel, No3BoNseT
oTbupaTb ANA ONJOAOTBOPEHUA OOLMTbI, HE HECYLUME TEHHbIX
M TEHOMHbIX MyTaumit. OcHOBHasa npobnema —60nbLIas BepoAT-
HOCTb HETOYHOIrO NMPOrHO3a 0 reHoTune oouuTa NPU TeCTUPOBa-
HUW TONbKO MepBOro NMoOASPHOro TefbLa, B KOTOPOM BbICOKa Be-
posTHOCTb (50%) KpoccuHrosepa. bosiee TOUHO onpeaennTb Ha-
NMyre MyTaLmMmM MOXKHO TO/IbKO MOC/IE 3aBePLLIEHNA BTOPOrO fere-
HUA Melio3a, T.e. N0 BTOPOMY MOASAPHOMY TefbLy, KOTOpoe o6pa-
3yeTcs Y>Ke Moc/e ONA040TBOPEHUS AALEKNETKM.

BTopaa npobnema ob6ycioBneHa 0CO6EHHOCTAMMU MPUMEHEHUS
MONEKYNAPHO-TeHeTUYECKUX METOAOB 419 ANarHOCTUKN eAUHNY-
HOM KneTkn. Ha pesynbTatbl MLLP mMOryT noBausaTh pasnnyHble
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(hakTopbl, B YaCTHOCTW, KOHTaMMHauusa obpasua uau ycnosus
npoBeAeHnNs peakuymun. MoaToMmy npegobpaboTka maTepuana ai-
LeKneTkn (3apogpiia) U MOCTaHOBKA BbICOKOYYBCTBUTENbHON
MLLP TpebytoT 60/1bLIOro OMbITa U CNeunanbHbIX HaBbIKOB.

MpobnemMa UUTOreHETUYECKOr0 aHanm3a MoNspHbIX Tenew, 3a-
KNHOYAETCSA B HEBO3MOXHOCTU MPUMEHEHUS TPALAULNOHHBIX Me-
TOLO0B aHanm3a MeTagasHblX XpOMOCOM. [103TOMY AN 3TUX Lienel
06bIYHO MCNOML3YIOT MeToA rubpuamnsaymu in situ ¢ gnayopec-
LuenHMmeyeHHbIMU JHK-30H8aMK, cneunUUHbIMU K yyacTKam
oTAeNbHbIX XpomocoMm (meTog FISH). B nocnegHue rogel paspa-
60TaHbl 1 anpobypoBaHbl MeTOAbl MPUTOTOBAEHUS XPOMOCOM Y3
MONSAPHbIX TefeL, YenoBeka, NPUroAHbIX 419 CTaHAapPTHOrO LMTO-
reHeTUYecKoro aHanmnsa. rNpegnoxeHHble MOAUQPUKALUMN YiKe NO-
3BOJININ MPOBECTU XPOMOCOMHbIV aHa/InM3 NepPBbIX MOAPHbIX Te-
ney c apgpekTnBHoCTbIO 94,1% (Verlinsky Y., Kuliev A.M., 2000).

Takum 06pa3oM, MPeKOHLENLUMOHHaA AuMarHoCTUKa Hacnenct-
BEHHbIX 60Me3Heil Ha MaTepuane NOMSPHbIX Tesnel YXKe peasibHO
cylectsyeT. OfiHaKO, HAaCKO/MIbKO HaM W3BECTHO, B Poccun oHa
noka He npumeHseTca. CNoXHOCTM paboTbl C efUHUYHBIMU KNei -
KaMyu 1 60Mblias BEPOATHOCTb AMArHOCTUYECKMUX OLIMBOK He
ONpaBblBAOT 3HAYUTENIbHLIX (DMHAHCOBbIX 3aTpaT Ha nposefe-
HUe NPEKOHLENUMOHHON ANarHoCTUKM

[vnarHocTvka Ha M301MpOBaHHbLIX 61acToMepax MO3BONSET
nonyynThb 60s1ee TOYHYIO MHGOpMaLMio O reHoTune 3M6pUoHa,
O6bIYHO 6uoncus 1-2 61aCTOMEPOB OCYLLECTB/IAETCA Ha CTafuu
8-10 kneTok. IMOCKOMbKY Ha paHHWX cTaguax ApobreHus Bce
611acToMepbl TOTUMOTEHTHbI (T.e. B3aMMO3aMeHseMbl), yaaneHue
HECKO/IbKUX KNeTOK He CKa3blBaeTCA Ha AanbHelilleM pasBuTum
ambpuoHa. MeTofguyecku aHanv3 efMHUYHbIX 6/1aCTOMepOoB OT
4pO6ALLMXCA 3apoAbllleil MPUHUUMUAIBHO HE OT/MYaeTcs oT
aHanm3a noJisPHbIX TeneLl.

Bbi6bop MeToga MOMEKYNAPHON [AMArHOCTUKM OMpegensercs
cneununKonl uccnefyeMmori MyTauuM U BKIOYAET Kak MeTof
MHP, Tak n 60nee cnoxHble AHK-meToAbl. OHU NO3BONAIOT NPO-
BOAWTbL ANArHOCTUKY Hanbonee pacnpocTpaHeHHbIX MOHOTEHHbIX
60ne3Heli —ayTOCOMHO-peLeccMBHbIX (MyKoBuUcLnao3, (3-Tanac-
ceMus, cnuHanbHag amuoTpotms BeppHura- FodpdmaHa, 60-
ne3Hb Tesd-Cakca), ayTOCOMHO-AOMUHAHTHbLIX (MUOTOHMYeCKas
aunctpodus, cuHgpom MapaHa, xopes MeHTUHITOHA), X-cuen-
NeHHbIX (MuogncTpogus [ioLweHHa U CUHAPOM IOMKOW  .-Xpo-
MOCOMbI), & TaK)Xe HeKOTopbIX 6o/ee pefkux 60ne3He.
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LiuToreHeTuyeckas JOMMNNaHTaLWMOHHAA AMarHOCTUKA Mpo-
BOAMTCA Ha 1—2 6nactomepax meTogoM FISH ¢ ucnonb3oBaHuem
OHK-30H08B, cneuuduyHbiX K MPULEHTPOMEPHBLIM WU TeNo-
MepHbIM paiioHam xpomocom 16, 18, 21, 13, X, Y. Mpu reteposu-
rOTHOM HOCMTE/IbCTBE TPaHCIOKaLMM OAHUM U3 poguTenein ans
AvarHoctukm metogom FISH ucnonb3yotca LenbHOXPOMOCOM-
Hble AHK-30HabI (Verlinsky Y., Kuliev A.M., 2000).

Mpobnema [WMArHOCTUKM YUCMEHHbIX aHOMaiuii KapuoTuna
OC/IOXHSETCA BbICOKOM 4aCTOTON XPOMOCOMHOI0 M03anLu3Ma Ha
paHHUX CTaamsax ambpuoreHesa yenoseka. JommnnaHTaLMoHHas
4MArHOCTMKA Ha 3TON CTagMu MOXET 6bITb PEKOMEHL0BaHa TOMb-
KO B C/lyyasix BbICOKOro pucka (25-50%) poxaeHus pebeHka
C HacneACTBEHHOI NaTtonoruei.

bonee HagexHas LOMMMNNAHTALMOHHAA LUArHOCTMKA MOXET
6bITb NPOBEfEHA Ha cTagun 6nactToyncTel. Ha aToi ctagum 3apo-
Obllw cocTouT npumepHo n3 60—100 knetok. MNpu Bu3yanusauum
TpotobnacTta n ambprnobnacta 6e3 yuwepba ANs pasBUTUA amM6pK-
OHa MOXHO yfanuTb 1o 10 knetok Tpothobnacta. Cnegyet, ofHa-
KO, YUUTbIBaTb, YTO KY/IbTUBMPOBAHNE IMOPUOHOB in Vitro B Npo-
rpammax KO pefiko SOBOAAT [0 CTaAuy 61acTOLMUCTbI, TaK Kak
CMOCOGHOCTb K UMMNAHTaLMN TaKUX 3MOPUOHOB MOXET 0Ka3aTb-
CS CYLL,ECTBEHHO CHWXEHHOIA.

Takum 06pa3oM, OCHOBHOE (M eAMHCTBEHHOE) MPerMYLLECTBO
[.4 nepef 06b14HBIM @nropuTmom M/ Ha NoCTUMNNaH TaLUOHHbIX
CTaAuAX 3aK/0YaeTCs B BO3MOXKHOCTUW HauYaThb 6epeMeHHOCTb re-
HeTUNYECKM NOJTHOLIEHHbIM 3MOPMOHOM. Ee HejlocTaTKaMu ABNAKT -
CS: MeTOAMYECKME TPYAHOCTH, CBA3AHHbIE C HEOOXOAUMOCTHIO pa-
60Tbl C MMKPOKO/IMYECTBaMM MaTepuana, OrpaHUYeHnst guarHoc-
Tuknpamkamm nporpamMmm 3KO 1 60/bLLasA BEPOATHOCTb MeTOAM-
YecKMX apTeaKToB.

[0 B Poccun Bce elle HaxoauUTCsa B 3a4aTOYHOM COCTOAHUMU.
OHa NpoBOAMTCA TONLKO B HECKO/IbKUX BeayLwmx ueHTpax KO,
BECbMa Aoporocrosiwa, TpebyeT BbICOKOM KBanugukaumm cne-
LLManncToB, NpeunsnoHHOro obopynoBaHUa U peakTUBOB, Ype-
BaTa MOBbLILEHHOI YacTOToW ownbok. Hepegko nocne A v Ha-
CTYNJeHUss 6epeMeHHOCTU C LUefbio YTOUYHEHUS gMarHosa npo-
BOOAT CTaHAapTHyto M Ha NOCTUMNNAHTaLWOHHBLIX CTaguAX.
B cuny BblleHa3BaHHbIX NPUUKUH [ [ HAKOraa He CTaHeT Macco-
BOIA 1 ee 3HaYeHMe B NpochunakTvke BH3 Bcerga 6yge T MUHMMaNb-
HbIM.
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14.2. METO/L, KOMBVHVNPOBAHHOW na

XPOMOCOMHbIX BOMIE3HEW B | TPUMECTPE

B nocnegHue roapl NosBnsieTcs BCe 6OMblUe COOOLLEHMIA 06
3 eKTUBHOMN umTOreHeTuyeckoi MM nocne KOM6UHNPOBAHHO-
ro 6MOXMMMUYECKOr0 U YNbTPa3ByKOBOrO METOLOB B | TpumecTpe
6epemeHHocTM (¢ 10-i no 12-to0 Hepento 6epeMeHHOCTH). Buoxu-
MMUYecKas LMarHOCTMKa OCHOBaHa Ha aHann3e ABYX MapKepHbIX
6€e/1KOB B CbIBOPOTKE KPOBM GEPEMEHHOIA: CBOOOAHOIN p-cyobean-
HWULbI XOpPWUanbHOro roHagoTponuHa n 6enka A, accouMMpoBaH-
Horo c 6epemeHHocTbhio (PAPP-A) (lOaguHa E.B., Megse-
nes M.B., 2002). TecTupoBaHue 3TUX GENKOB MO3BOMSET C BbICO-
KOV BepOATHOCTbIO (A0 85%) BbIABAATbL XEHLUNH BbICOKOTO pUC-
Ka No POXAeHWIO feTeil ¢ XPOMOCOMHOI natonorueid (6onesHb
[JayHa). pyroii BaxXHOW cocTaBnsioLeil KoM6UHMpoBaHHoi N[,
ABNAETCA AeTeKUMA [BYX CPaBHMUTE/IbHO HOBbIX Y 3-MapKepos
XPOMOCOMHbIX 601€3He: TONLWNHbI BOPOTHUKOBOIO NPOCTpaH-
CTBa WM BM3yanusauuyW HOCOBOW KOCTOYKM. AHann3 06LUMPHOTO
K/IMHNYECKOTO MaTepuana CBUAETENbCTBYET O TOM, UTO YyBe/nye-
HWe TOMLWUHBI BOPOTHMKOBOIO npocTpaHcTaa (TBIM) y nnoga 6o-
nee 2,5 MM, BbIIBASEMOe NPU Y/bTPa3BYKOBOM CKPUHWUHIE Ha
M-14-A Henene 6epeMeHHOCTI ABNAETCS CEPbE3HBIM MapKepoMm
XPOMOCOMHBbIX 60/€e3Hei (BbiaBnseMocTb 6onee 30%) 1 aHOMa-
nnin ceppua (noutn 90%) (CHaligepe P.Ox., Hukonangec K.X.,
1997; Hekpacosa E.C. u gp., 2004).

MepBas ny6ankaumsa 06 oTCyTCTBUM HOCOBOW KocToukM (HK)
KakK Y 3-mapkepe 6one3Hn fayHa nossunacb B 2001 1. n cpasy
npuBnekna K cebe npuctanbHOe BHUMaHWE CrneumanmcTos. Mpu
NPOCMEKTUBHOM WCCNEA0BAHUMN YCTaHOBNeHO oTcyTcTBMe HK
y 73% nnofos ¢ 60ne3Hbio JayHa (43 u3 59). NanbHeiwme nccne-
[JOBaHWA MOKasanu, 4YTO coyeTaHue 6GMOXMMMYECcKOro (cBob.
P-HCG +PAPP-A) un ynbTpa3ByKoBOro ckpuHuHros (TBIM +
HK) no3sonset BbIfBNATL J0 97,5% nNN0OA0B C XPOMOCOMHbIMU
aHoManuamu, ocobeHHo ¢ 60ne3Hbto [layHa, npy CpaBHUTENbHO
HU3KOM (f0 1,5%) umcre NOXHOMONMOXMTENbHBLIX Pe3y/bTaToB.
PaccMOTpEHHbI BapuaHT KOMOUHMPOBAHHOTO BUOXMMUYECKOTO
M YNbTPa3ByKOBOIO CKPUHWHIOB B | TpumecTpe GepemMeHHOCTH
OKa3sblBaeTca 6osee ahheKTUBHbLIM, Yem Bo Il. EcTecTBEHHO, UTO
MA 8 | TpumecTpe 3Ha4YMTENbHO NPELNOYTUTENIbHEN, YEM BO BTO-
POM, W L7151 CAMOWA XEHLLUHbI.

[JanbHeilwuym warom B coBepLueHcTBOBaHMM M/ B | TpUMecT-
pe sBMnach paspaboTka MeTOA0B BMOXMMUYECKOTO U yNbTpasBy-
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KOBOI0 CKPWHWHIOB C MCNOJIb30BaHWEM HOBbIX BblCOKO3I((eEK-
TUBHbIX KOMMbIOTEPMU3NPOBAHHbLIX NPOrpaMm pacueTa, MpUMeHe-
HWe KOTOPbIX COKpaLlaeT BpemMs Bblgaynm OTBETOB L0 1—2 4. 310
Mo3BOAMNO B page cTpaH 3anagHoli Esponsl (BennkobputaHus)
OpraHv3oBaTh cneuuanbHble KAVWHWKU Pa3oBbiX NOCELeHui aas
OLLEHKU pUCKa XPOMOCOMHBIX 60n1e3Hei (60ne3Hmn JayHa) y nnio-
fa: OSCAR (One Stop Clinic for Assessment of Risk). C yueTom ux
BbICOKOV MPOMYCKHON CNOCO6HOCTU U 3h(heKTUBHOCTU, HECo-
MHEHHbIX MpPenMyLLecTB a8 6epemMeHHbIX, opraHu3auuns nogo6-
HbIX KNMMHWUK B Poccun ABmniach 6bl BaXXHbIM rOCYAapCTBEHHbLIM
LaroM Ha NyTy NPoMNaKTUKN XPOMOCOMHbIX 60/1e3HeN.

14.3. METO/, MOJIEKYNAPHOW ANATHOCTUKM

XPOMOCOMHbIX BOSIE3HEW

KapuoTtunupoBaHme nnoga Ha no6om cpoke 6epeMeHHOCTU
npeAcTaBnseT co60i ANMTEeNbHbIA, KPONOTAMBLIA Tpya Bpadeli-
LMTOreHeTUKOB, KOTOPbIA HEPEAKO ABMSETCA OCHOBHbIM (haKTo-
POM, TUMUTUPYIOLLUM 06bEM U 3PHEKTUBHOCTL PaboTbl MHOMMX
0TeYEeCTBEHHbIX UeHTpos 4.

B nocnegHue rogbl paspaboTaHa v yxe LWMPOKO NPUMEHSAETCS
3a py6exxom MonieKynspHas guarHocTrka Hanbonee 4acTbIX Xpo-
MOCOMHbIX abeppauuii, Takux Kak Tpucomus 21 (cuHgpom Jay-
Ha), Tpucomusa 13 (cuHgpom [lartay), Tpucommusa 18 (cuHApOM
3aBapaca), MOHocoMus X-XpoMocoMbl (cuHApom L epelteBcko-
ro—J epHepa), Apyrnx HapyLLUEeHWNA Yncna roHocom. Ha gonto gmc-
HanaHca 3TUX XPOMOCOM NPUXOANTCA NOYTU 99% HapyLleHuid Ka-
proTMNa, COBMECTUMbIX C >XWBOPOXAEHMEM U NPUBOAALLNX
K XpPOMOCOMHbIM 60/1€3HAM B NOCTHaTanbHOM nepuoge. Metoa
Ha3blBaeTCA KonuyecTBeHHaa nyopecueHTHaa MLLP (Quantita-
tive Fluorescent PCR - QF-PCR). MpuHuun MeToAa 3aKN04aeT-
CA B OfHOBPEMEHHOI amnanduKaunuy noaMMopdHbIX N0 ANHE
He6onbLWwmnX thparmeHToB AHK, pacrnonoXeHHbIX Ha Kaxaoin u3
BblLLENepeYnceHHbIX XpoMocoM. Mpwn atom 6narogaps Mcnofb-
30BaHUI0 B peakuuy MLP pa3nnmyHbIX payopoXpoOMOB Kaxblii U3
NPOAYKTOB aMnaMuKauum Nerko AUCKPUMUHUPYETCA Mochne
pasfieneHns Ha anekTpodopese, a MPUMEHEHUe CneumnansHoro
npubopa ANs aHann3a pes3ynbTaToB NMo3BoMsAeT TOUHO ONpefennTb
fo3y amnauduunposaHHoii AHK kaxgoro dparmeHTa oTAeNb-
HOl xpomocomsbl (puc. 14.1). Hannune TpoiiHO fo3bl (Tpex Ko-
nuii) Kakoro-HMbyab hparmeHTa 4OKa3blBaeT TPUCOMUIO COOT-
BETCTBYHOLLEN XPOMOCOMbI, ABONHON A03bl —HOPMabHbIA Ann-
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3X(ATTT) ( 5X(ATTT)
Ancomua 1:1

Tpucomna 2:1
testers A 1 1 Tpucommna 1:1:1

OtcyrcTBME
MHJOPMaTMUBHOCTU

Puc. 14.1. MpuHuyun wmeTofa KonuyectBeHHoW [MLUP (QF-PCR) ansa
MONeKyNAPHO AMarHOCTUKM YacTbiX XPOMOCOMHbIX 60/1€3HeA.

NovaHbIl Habop, a oAnHapHON —MOHOCOMUIO. BbicTpoTa aHanu-
3a (B cpefHeM - 24-27 y), BbicoKas ah(heKTUBHOCTL (BblsiB/sAe-
MocTb 97,8%), OTCYTCTBME NOXHOMOMOXUTENBHBLIX WU JIOXHO-
OTpULUATENbHbIX Pe3ynbTaToB, OrpoOMHas MNPOMyCKHas crocob-
HOCTb (0AHOBpPEMEeHHOe cKaHupoBaHue 300-3000 o6pasLoB) OT-
KpbIBaeT 60/blUME ANArHOCTUYECKUE MEePCrNeKTUBbLI Mepes aTum
METOZOM, Y>Ke MOYUYMBLUMM BTOPOE Ha3BaHWe - TEeCT BbICTPOro
CKpUHWHra aHeynnougum (TECA).

BaXXHO MOAYEepPKHYTb, YTO 3TOT TECT OTHIOAb HE NOAMEHSAET py-
TUHHOE LWTOreHeTUYeCKoe KapuoTUnupoBaHWe, HO M03BONSAET
OMnepaTMBHO BbISIBUTL N/I04bI C XPOMOCOMHOW MaTonorueii, B TomM
4yuncnie n ¢ XpOMOCOMHbIM MO3auLU3MOM, KapuoTuM KOTOPbIX 6y
[eT B fanbHenweMm feTanbHO NPoaHann3npoBaH.

Takum obpasom, TECA cnegyeT paccmatpuBaTb KakK Ba>KHOe
MOACMOpbe ANA KapuoTWNMPOBaHWS, KaK HOBbIA 3(DPeKTUBHbINA
CKPVHUPYIOLLMIA TeCT, KOTOPbIA MOXET 6bIThb C YCNEXOM NMPUMEHEH
ANa aHanm3a 06pa3LoB aMHUOTUYECKOWN XXULKOCTU WUAW XOpPMO-
Ha/NNaueHTbl Yy XeHLLMH TPynn BbICOKOTO pUcKa, CHOPMUPOBAH-
HbIX Mocne 6MOXMMUYECKOrO W YNbTPasBYKOBON0 CKPWUHWHIOB.
B HacToAwee Bpema Metod QF-PCR yxe LWMPOKO MCNO/b3yeTcs
B MHOTOUYMC/IEHHbIX LEHTpax MpeHaTa/ibHOW AMAarHOCTUKM ANs
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BbIIB/IEHNS XPOMOCOMHbIX 601e3Heli Yy Nnoja Ha HEKYNbTUBUPYe-
MbIX aMHUOLMTaX.

K coxaneHuto, cepbe3HbiM HepgocTaTkom TBCA gsnsertcs
[0CTaTOYHO BbICOKas CTOMMOCTb NPUOOPHOro obecneyeHuns u pe-
areHToB gng nposegeHua QF-PCR.

14.4. ANATHOCTUKA NO KNETKAM M/0OOA

B KPOB/ MATEPI

Jio6oe xmpypruyeckoe BMeLLaTeNbCTBO NpW 3abope NAOAHOIO
maTepuana Hem36eXXHO COMPSYKEHO C PUCKOM OC/IOXKHEHUIA (CM.
rnasy 1X). MoaTomy pa3paboTKa HEMHBA3NBHbIX METOAOB MpPEHa-
TaNbHON ANArHOCTUKM, MO3BONAIOLWMX 136eXaTb NHObIX 0CN0X-
HEeHWI, NpeacTaBAfETCA BNOHe ONpaBAaHHOM.

B nocnegHue roabl NpegnpuHATLI yCUIns No paspaboTke me-
TOLOB NpeHaTanbHOl AMArHOCTUKW C UCMONb30BAHMEM K/ETOK
nnoaa, BblAeNeHHbIX N3 KPOBU MaTepn. KonmyecTBo KNeTok nno-
03, UMPKYIMPYIOLWMX B KPOBM GEPEMEHHOW, OLEHMBAETCA Kak
KpaiiHe He3HaumTenbHOe - B cpegHeM, IXIO~-106 OgHako Ao
CUX MOP OCTaeTCsA AUCKYCCMOHHBIM BOMPOC O JUHAMMWKE UX KOMN-
4ecTBa Ha pasHbIX CPOKax 6EPEMEHHOCTU, a TaKXXe COXPaHHOCTK
B OpraHuM3Me maTepy nocfie pofopaspelleHns Uan npepbiBaHuUs
6epemeHHOCTU. COCTaB K/ETOK M104a B KPOBSHOM pycC/e MaTepm
BapbMPYeT 1 MpPeLCTaB/EH 3/IEMEHTaMU COOCTBEHHO KPOBM MJ0-
[ia, B TOM Ynce a4epHbIMU 3puTpoLMTaMu, nTuMpoumnTaMmu 1 Kne-
TOYHBIMW 3nemeHTamu nnaueHTbl (Macek M. et al., 2002).

CoBpemMeHHass TEXHMKA BblAeNIEHNS KETOK M0ja M3 KPOBM
mMaTepy BK/IHOYAET METOAbl MPOTOYHOM UMTOGOTOMETPUK, Mar-
HUTHOI aKTMBaLMM U TPafWEHTHOE LEeHTPUGYrnpoBaHune. ITu
noaxofbl MO3BONAOT 060oratuth o6pasel, KneTkamu MNAOLHOMO
npoucxoxaeHusi. OfHaKo NPUMEHEHNE 3TUX METOA0B B LUMPOKOIA
K/IMHUYECKOW MpaKTMKe 3aTPyAHEHO MO MPUYMHE UX BbICOKOM
CcTOMMOCTU. MpeAnpUHATBI yCNeLwwHbIe NOMNbITKX NOMYYEHUs BOC-
NPOM3BOAMUMbIX B CTaHAAPTHbLIX N1abopaTOPHbIX YCN0BUAX PE3Y/ib-
TaTOB C WCMO/Ib30BAHWEM CTYMEH4YaToro LEHTPUQYrmpoBaHus
B rpafiMeHTe NAOTHOCTU (hnKoNNa Nnbo nyTem oTOGOPA TAKUX Kfe-
TOK Ha NpegMeTHbIX CTeKNax Npy NOMOLLM UFAbl MUKPOMaHWMY-
NsTOpa Nocne npefBapuTeNbHOM OKPacKu Ha BbifiBNeHWE eTanb-
HOro reMorno6uHa.

Na(* paTopHble uccnefoBaHWs KNeTOK N0Aa, BblAENEHHbIX U3
KPOBAHOIO pycna maTepu, MPOBOASATCS C MPUMEHEHMEM BbICOKO-
TEXHOMOTMYHBbIX METOLO0B MOMEKYNSPHOM FTEeHETUKN U LUTOreHe-
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TUKW. Ha TaknX KNeTKax ye rnokasaHa BO3MOXHOCTb JMarHOCTW-
K1 nosia naoga v pacnpocTpaHeHHbIX XPOMOCOMHBIX 60ME3HEN.
B HacTosLlee BpemMsi 06LLENPU3HAHO, YTO TEXHUYECKME COX-
HOCTW U BbICOKAas BEPOSITHOCTb apTehakTOB HE MO3BOMSOT pac-
CMaTpuBaTh 3TOT MeTof Kak MepcrneKTUBHOE HanpaeneHve M.
WccnepoBaHne KNeTok mnoga B KPOBU MaTepU Ha MpakTuke Mo-
XKET GbITb MCMO/Mb30BAHO HE CTOMLKO AN AMAFHOCTWKM, CKOMbKO
C Uenblo OpMUPOBaHMS TPYMN BbICOKOTO PUCKA MO POXAEHMIO
6onbHoro pe6eHka. Bonblias ce6eCTOMMOCTb U BbICOKash YacToTa
NOXHOMOMOXMTENLHBIX W NOXHOOTPULATENIbHbIX PE3YNbTATOB fe-
NarT HepeHTa6ebHbIMMW TaKe CKPUHUPYIOLLME NPOrpaMmbl.

14.5. N4, HA OBPA3LAX AHK 1 PHK M/IOOA

N3 KPOBU BEPEMEHHOW

3HaunTenbHO 6ofiee MHTEPECHbIM W MHOroobelawmum Ha
CerofHAWHNIA feHb NpeaCTaBNAeTCA NPEANOXEHHbIA HefaBHO
MOAXOA, OCHOBaHHbIW Ha aHann3e AHK n PHK nnoga, hnotupy-
owei B KpoBM 6GepeMeHHON XeHwmHbl (Lo Y.M.D., 2002;
Holzgreve W. et al., 2002). Mpegnonaratot, yto AHK 13 gerpaau-
pytoLMX KNETOK nsioga nonagaeT B naa3My MaTepMHCKOM KPOBMU,
rae MoXeT 6bITb 0BHapy>KeHa U NpoaHanM3npoBaHa ¢ NMOMOLLbIO
COBPEMEHHbIX MOMIEKYNIAPHBIX METOA0B. M3 HeCKONbKMX nabopa-
TOpWiA MMpa nocTynuam coobuieHus o6 ycnewHoi M4 no AHK
nnofa B KPOBW Matepu pesyc-npuHagnexXHocTu U nona nnoga
(Lo Y.M.D. et al., 1998; Holzgreve W. et al., 2005). OcobeHHO
YAOOHbIM ANA 3TUX Lenein okasanca metog MLLP B peanbHOM Bpe-
MeHU. K cOXaneHuio, MeToAuMYecKue CIOXKHOCTU, CBA3AHHbIE
C BblfieNIeHneM 1 oumncTkoi obpasuos AHK nnoga u3 kposu 6epe-
MEHHOW, 0COBEHHOCTY ee MOJIEKYNIAPHOIO aHanm3a CAEepXMBarT
LUIMPOKOE NPUMEHEHMNE 3TOr0 MeToa. HeoXugaHHbIM Ans uccne-
[oBaTefeil oKasanacb [0OCTaTOYHO BbiCOKas CTabuabHOoCcTb PHK
nnoga, KoTopas, Kak npeanonaraeTcs, MOXeT HaWTu npuMeHe-
HWe NpU AMarHoCTMKe reHHbIX 6osie3Heit (Ding Ch. et al., 2004).
Briepsble, CNONb3YA TAKOW NOAXOMA, YAANOCh OCYLLECTBUTb HEWNH-
BasuBHyt [ p~Tannaccemun. lpegnoniaraeTcs, 4YTO aHaau3
HYK/1IEMHOBbIX KUC/IOT B KPOBU 6epeMeHHO N03BOAUT NMPOBOAUTD
OVArHOCTUKY APYrnX ayTOCOMHO-AOMUHaHTHbIX 60/e3Hen, Ha-
cnefyembix No oTuoBCcKOW nuHuK (Holzgreve W. et al., 2005).

B 3akntoueHve 3TOro pasgena crefyeT elle pas nogyepKHyTb,
YTO LOMMMNNAHTALMOHHAA AMArHOCTMNKA, PaBHO KakK 1 AnarHocTu-
Ka no knetkam n AHK nnoga B KpoBM martepu, noka He moryt
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COCTaBUTb CKOMb-HUBYAb peanbHyto anbTepHaTusy MM ¢ Mcnosb-
30BaHVEM CTaHAAPTHbLIX WHBA3WBHbLIX METOLOB B YCTaHOB/IEHHbIe
CpoKu 6epemeHHOCTU. IMeHHO 6Gnarofaps BbICOKON TOUYHOCTH
M MUHMManbHOW OMAacHOCTW AN MaTepy U Naoja WHBa3UBHbIE
meTtofbl N[, nonyynnu CTonb WUPOKOe NPUMEHEHNE BO BCEM MU-
pe. CoBepLUeHCTBOBaHWe 3TUX CTaHAAPTHbLIX CNOCO60B B COYeTa-
HWUW C NOBbILIEHMEM pa3peLLaloLLnX BOIMOXHOCTE MONeKynsp-
HbIX U LMTOrEHETUYECKUX METOLOB UCC/IeJ0BaHNA MOXHO pac-
cMaTpuBaTh Kak peasibHyt0 nepcrnektusy passutua M4 XXI B.

14.6. METO4 MONEKYNAPHOIO KAPUOTUMNNPOBAHWA

PaspeluaroLias cnoco6HOCTb COBPEMEHHbIX LUTOreHeTUYec-
KUX MeTO[0B, OCHOBaHHbIX Ha AN depeHLnanbHON 0Kpacke me-
TahaszHbIX XpOMOCOM, COCTaBAAET 0KOS10 5 M/IH N.0. MpumeHeHUe
MeTOLO0B rmbpuansaumnm insitu c gpayopecyemHmedeHHbimn JHK-
30H4AMWM W3BECTHOI NoKanM3auuy No3BOASET YBEIMYMUTbL TOM-
HOCTb LMTOreHeTnyeckoro aHannsa go 5-500 Teic. n.o. B nocneg-
Hee BPeMS MNPEeAIoKeH MEeToS MONEeKY/APHOro KapuoTUnupoBsa-
HWA, paspeLlatoLas crnocobHOCTb U YHUBEPCANbHOCTb KOTOPOro
MpakTUYecKn He orpaHmyeHbl. MeTog npeacTaBnseT co60i oguH
13 BapnaHTOB MeTOfa CPaBHUTENbHON FeHOMHOI rubpuansaunu
(CGH —Comparative Genome Hybridization). MpuHunn meTtoaa
npusegeH Ha pucyHke 14.2. OH cBoguTca K Tomy, 4to AHK nauu-
eHTa (nnoga), MmeyeHHas OfHUM PIyOPOXPOMOM, rMbpUan3yeTCs
¢ AHK cybbekTa ¢ 3aBefJOMO HOPMa/IbHbIM KapuoTUNOM, MEYeH-
HO apyrum thayopoxpomom. lMocne aToro NpogykT rubpugusa-
LMW HaHoCKUTCA Ha naHenb o6pasyos AHK, BbigeneHHbIX U3 pas-
HbIX XPOMOCOM. WM36bITOK (gynankauuu) Wan HexeaTku (gene-
LKK) Ue/bIX XPOMOCOM UM UX PparMeHToB OyayT Nerko BbisiB-
NATLCA Ha CoOoTBeTCTBYIOWMX naHenax (DNA-array) no pasHuue
oKkpacku rubpuamsaymoHHoro curHana (Vermeesch J.R. et al.,
2005). ¥Y>e B nepBbIX 3KCNepuMeHTax rno oTpaboTke MONeKynsap-
HOro KapuoTMUMNUPOBAHUA OblNM UCNONb30BaHbl naHenn AHK-
MapKepoB, MepeKpbIBatoLL e BECb KAPNOTUN YEI0BEKA C MHTEPBA-
NOM MeXAy HUMM B 1 MAH. n.0. B HacTofllee BpeMs CO34aHbl
AHK-nanenn ¢ nnotHocteio JHK-mapkepos 10—100 Tbic. n.o.
(Ishkanian A.S., 2004).

MeTog MOMeKy/NApPHOro KapuoTUNMPOBaHWUA MpeAcTasnseTt
€060 yaauHblil cMM6K03 Knaccuyeckol untoreHeTnkn n JHK-
OWArHOCTUKK U1, 6e3yCnoBHO, HaiaeT LWMPOKOoe NPUMEHEHME NpK
aHann3e He TOMbKO YWCNOBbIX, HO OCOBEHHO MENKUX CTPYKTYp-
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TecT-cucrema

Puc. 14.2. Cxema NOCTaHOBKWU peakLuu CPaBHUTENIbHOW FeHOMHOM rnépuansa-

umn. TecTUpyeMblii N KOHTPONbHbLIA 06pasybl HK mMeTaTca pasHbiMu thnyopo-

XpomMamu (06bIYHO KPaCHbIM ¥ 3e1eHbIM COOTBETCTBEHHO). 346Ch —UEPHOrO LBeTa
[OHK naumeHTa, ceporo ugeta - KOHTposibHasa AHK. O6e npobbl rnbpuamsytorcs

Ha NnaHLueTe, B AYelikax KoToporo Haxogsatcs A HK dparmMeHTbl pasmepamum 0Koso

1MnH. n.0. Ecnu nocne oTMbIBKM KonuiAHOCTb parMeHToB A HK y nauneHTa v B
KOHTpO/IEe COBMajaeT, LBET CUrHana B A4eiike NPeAcTaB/sieT CMeCh AABYX KpacuTtenei

(06bIYHO XenThliA, 30ecb - CBETNO-cepblid). Mpu Hanmumu B obpasue AHK nauyu-

eHTa JieNeLun LBeT CMrHana B COOTBETCTBYHOLLEN siuelike ByaeT KpacHbIM (34eCb —
CepbIM), NPY HaNUUUK AYyNANKaLum - 3eneHbiM (34eChb - YepHbIM).

HbIX XpPOMOCOMHbIX abeppauuii. ITOT MeTOA, OA4HAKO, He MO3BO-
nseT UaeHTUGMUMPOBaTL cHanaHCMpPOBaHHbIE XPOMOCOMHBIE Me-
PECTPOIiKM, TaKMe KaK MHBEPCWM, TPAHCAOKALUU UM NOSNMNION-
AWN, KOTOpble MOFYT GbITb C JIETKOCTLIO OGHAPYXXEHbI MpY CTaH-
[ApPTHOM LMTOTEHETUYECKOM aHaNn3e.

SAKNHOYEHNE

CoBpemMeHHble MeToAbl M, BKAOYAOT AOMMNNAHTALNOHHYO
anarHoctuky (AL), KOMOGMHMPOBAHHYK OGUOXMMUYECKYHD
N Y3-AnarHocTuky B | TpumecTpe 6epeMEHHOCTH, MONEKYSAPHYHO
4UarHoCTMKY XpOMOCOMHbIX 60ne3Heli npy nomown mMetoga QF-
PCR. Bce 3T NOAX0A4b! YXKe LLUMPOKO UCNOJIb3YIOTCA B NEPefOoBbIX
3apy6exHbIx ueHTpax M4 Esponbl 1 CLUA. OHM Nno MHOrum,
rnasHbIM 06pa3oM, MaTepuanbHbIM NPUYMHAM, TONbKO HAYMHAOT
NPUMEHATLCA B eAUHNYHBIX UeHTpax M4 Poccun. MprumeHeHune
[OLL npu Bceii ee NpmBAeKaTeIbHOCTY MMEET Psif, CEPbE3HbIX Orpa-
HU4eHmnin. ALl no-BMAMMOMY, HaBCerfa OCTaHeTCA BbICOKOTEXHO-
NOTUYHOW, [OPOrocToALLeil nNpouesypoil cyrybo MHAUBUAYaSb-
HOro HasHayeHusi. B otnnume ot AL, KOMOGMHMpPOBaHHbLIA Y3
1 BUOXMMUYECKNI CKPUHUHT B | TpMMECTpe 1 MONeKynspHasa au-
arHOCTMKa XPOMOCOMHbIX 60/1€3HEA C MOMOLLBIO KOMMYECTBEH-
HOW hnyopecueHTHOR MLLP ye Hawam WnpoKoe NpUMeEHEHMe
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B MNA. HeunsasmeHbie metogbl M BH3 Bce ewe Haxopatcs
B CTaJUUN HayuHbIX pa3paboTok. Mpu atom M no knetkam nnoga
B KpPOBW MaTepu, B HacTosllee Bpems MNpefCcTaBNseTCs BecbMa
npobnematuyHoii. 3HauMTeNbHO 6osee peanbHON KaxkeTes M/, no
HyKnenHosbiM kKucnotam nnoga (AHK, PHK), nonagatouium
B KPOBb MaTepu C paHHUX CPOKOB 6epeMeHHOCTU. B page nabopa-
TOpWIA, MCMONb3YS 3TOT MOAXOA, Y>KE MPOBOAUTCA HEMHBA3UBHOE
onpefeneHue rnona nnoga, ero Rh-npuHagnexHocTn n gaxe gu-
arHOCTMKa HEKOTOPbIX MOHOTEeHHbIX 60/1e3Heil. Ocob6eHHO nepc-
NMeKTUBHbLIM B M/aHe AeTa/lbHOro aHanu3a KapuoTuna nnoja c ue-
NbI0 BbISIBNIEHUS TEHETUYECKM HecbanaHCMPOBaHHbLIX XPOMOCOM-
HbIX NepecTpoeK ABNSETCA METOA MOMEKYNAPHOro KapMoTMnupo-
BaHMA. Pa3paboTaHbl MaHeNN LUUTOrEHETUYECKMX MapKepos., mne-
PEKPbIBaOLLINX BECb FTEHOM Ye/l0BEKa C A/IMHOW «luara» (paccTos-
HUEM MeXAay cocefHMMU Mapkepamu) B 1 MAH. N.0. U jaxe
B 10—100 Tbicsiy n.0. ABTOMaTUYECKUIA aHaNM3 TaKWX MaHenen
06n1eryaeT n yckopsieT npowecc kKapnotunuposaHmsa. OfHaKo Ta-
KO noaxof He Mo3BONSET MAEHTUDUUNPOBATL COaNaHCMPOBaH-
Hble MePeCcTPOKM KapuoTuna, a NOTOMY MOJIEKYNIIPHOE KapuoTu-
nuposaHue, paBHo Kak metod QF-PCR, HMKorga He cMoryT nos-
HOCTbIO 3aMEHUTbL CTaHLAPTHOMO LMTOreHEeTUYECKOr0o aHannsa.



FNABA XV. FOPV30OHTbI MPEHATA/TEHOW
OVATHOCTUIKA

Mpw paccmoTpeHnn nepcnekTue passuTtus MNA cnegyert ncxo-
[OUTb HEe TONbKO M3 HEeMOCPeACTBEHHON MPaKTUYECKOWA 3HAUNMOC-
TW TakuX MccnefoBaHuii, HO U U3 TeX BO3MOXHOCTEN, KOTOpble
oTKpbiBaeT M ana GyHLAMeHTaNbHON HayKu B NiaHe U3y4eHns
FeHETUYECKNX MEXaHW3MOB HOPManbHOrOo W MaTtosiorMyeckoro
ambpuroreHesa 4enoBeka, 414 NPOPUAAKTUKM K neveHus BH3.
B KayecTBe Takmx «ropu3oHToB» 1] MOXHO paccMaTpuBaTh:

* TECTUPOBAHWE TEHOB, KOHTPOMMPYIOWUX paHHUIA ambpuro-

reHes;

* TEHETUYECKYIO KapTy PenpoAyKTUBHOMO 340P0BbsA (reHeTu-

YeCKMiA nacnopT 6epeMeHHOI);
* TeHHYI0 W K/IeTOYHYIO Tepanuio nnoga.

15.1. TECTUPOBAHWE MEHOB, KOHTPO/IUPYIOLWNX

PAHHUIA SMEPVOTEHE3

CnefcTBmemM pacliMpoBKM TeHOMa YesioBeKa, OKOHYaTeflb-
Hblli BapuaHT KOTOporo 6bin ony6nukosaH B 2003 r., T.e. POBHO
yepe3 50 f1eT nocne MOSBAEHWS 3HAMEHWTOW MOAenW LBOWMHOWA
cnupann AHK YoTtcoHa-Kpuka, asunacb naeHTUOUKaLms MHoO-
FMX ThICAY HOBbLIX MEHOB, YMCMIO KOTOPbLIX B HacToslliee Bpems
OLleHMBaeTCA BeMUMHOK 0kono 30 GOQ Cpeau yxe NAeHTUGN-
LIMPOBaHHbIX FEHOB HECOMHEHHbIN UHTepec Ana M/ npeacTasns-
0T TeHbI-perynaTopbl (Tak HasblBaemble «(aKTopbl TPaHCKpWM-
Lnn»). VI3BECTHO, YTO OHW CTAHOBATCA aKTUBHBLIMU YXKE Ha paH-
HUX CTafguax 3aMOpuoreHesa, M UX PYHKUMUA 3aKNH0YaeTca B No-
crefoBaTesibHOM BK/OYEHMM (aKTUBALMW) MHOTUX SPYTUX FeHOB,
OnpefensatomnX CUHTE3 CTPYKTYPHbLIX 6eNIKoB, MeEMOPaHHbLIX pe-
LLlenTopoB, Pas3/inyHbIX KMETOUYHbIX UHAYKTOPOB, AeTePMUHUPYIO-
WKX npoueccol AU(HepeHLUUPOBKN M paHHEro opraHoreHesa.
K HacToslleMy BpemMeHW YXe [OCTaTOYHO XOPOLLO W3YYEHbI
B 3KCMEpPMMEHTE HECKO/IbKO CEMEICTB Takmx reHoB (SOX, PAX,
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HOX), KOHTponupyowmux npoLecchl Helpynayumn, opmmuposa-
HWe 1 andepeHLPOBKY Pas/IMYHbIX OTAEN0B FOIOBHOI0 MO3ra,
nuueBoro 4epena, Metameputo Tena u gp. (KopoukuH J1.U.,
2002). K ux uncny otHocuTCs U reH SRY, HanpasnsoLWmii passu-
TWE 3apofbllla Mo My>KCKoMy Tvny. MNpu aHanuse heHoTUNUYeEC-
KOro nposiBfeHna 923 reHoB B pasBUTUMN Ye/I0BEKA, NMPOLYKTHI 82
M3 KOTOPbIX OTHOCUUCH K paKTopaM TPpaHCKpUNumu, 6bino ycTa-
HOBJIEHO, YTO MyTaLMn UMEHHO B 3TUX reHax 0CO6eHHO 4acTo Uc-
KaatoT nporpaMMy WHAMBMAYa/IbHOTO pPasBUTUSA, BbI3biBAOT
aHomanum u rubenb MNMOLOB YenoBeKa elwe [0 POXAeHUd
(Jimener-Sanchez G. et al., 2001). MyTauuu 601bLINHCTBA ApY-
FMX reHoB (reHbl-peLenTopbl, reHbl )epMEHTOB U reHbl-MOAUP K-
KaTopbl (OYHKLUUKN 6eNKoB) NPOABAAOTCA YXKe B NOCTHATA/IbHOM
nepuoge, 06bIYHO B TeUeHWe MepBbIX NET XU3HWU. B HacTofwee
Bpems u3BecTHO 6onee 30 BapuvaHTOB MHOXeCTBEHHbIX BIP,
Mpu KOTOPbIX HafeHbl MyTauuu B reHax-perynstopax. He umc-
KNHOYEHO, YTO MyTauun TaKUX FeHOB fiexart U B 0CHOBE 75% Bcex
aHoManuii pa3BUTKA YeNoBeKa, 3TMOMOIMA KOTOPbIX 4O CMX Nop
0CTaeTCs HeBbIACHEHHOW. MOXHO npegnonaraTb, 4TO MOWUCK
M TeCTMPOBaHME MyTauuWii B reHax (0akTopoB TPaHCKPUMLUN MO-
YKeT CYLLLeCTBEHHO YNYULINUTb AnarHocTuky BIP Ha reHHOM ypoB-
HEe 1 OTKPOET HOBbIE BO3MOXHOCTU A1 UX aKTUBHOM Npogunak-
TUKW.

BaxxHas nHpopmMauna o PyHKLMM reHoMa sMBpnoHa Yenose-
Ka Ha paHHWX CTaAuAaX pPasBUTUSA MOXET ObITb MOyyYeHa U B 3KC-
nepvmMeHTe. B 4aCcTHOCTM, B OMbITax MO U3y4YeHUIO 0COBEHHOCTE
natTepHa (CmekTpa) MeTUIMPOBAHUA MeTadasHbIX XPOMOCOM Ha
pasHbIX CTaguaX pasBUTUA. VI3BECTHO, YTO MeTU/IMPOBaHue
OHK —oanH 13 KNoyeBblX MeXaHU3MOB B perynauumn paboTsl
(MHaKTMBALMK) LeNbIX XPOMOCOM (Hanpumep, WHaKTUBaLuMs 0f-
HOM X-XPOMOCOMbI B YKEHCKMX K/E€TKax), XPOMOCOMHbIX (hpar-
MEHTOB ((DEHOMEH «T€HOMHOr0 UMMNPUHTUHTA») U UHAMBUAYaNb-
HbiX reHoB (MeHguHa A.A. v gp., 2004; 3anetaes O.B. u ap.,
2004). C NOMOLLbK MOHOKNOHANbHbIX aHTUTENT K METUNLUTO3UHY
(ocHoBHOMY npoayKTy MeTunmposauua AHK) HayaTbl WHUPOKO-
MacliTabHble nccnefoBaHUA 0CO6EHHOCTEN MeTUANPOBAHNA Me-
TadhasHbIX XPOMOCOM Ye/l0BeKa Ha pasHbIX CTaguax pasBuTus
M B pasHbIX IMOPMOHanbHbIX TKaHAaX (MenguHa A.A. v ap., 2005;
BapaHos B.C. u ap., 2005). ¥Yxe nepsble aKCNepuMeHTbl MoKasa-
NN, 4TO PUCYHOK METUAUPOBAHUA XPOMOCOM Y 3apOAblLLeit veno-
BEKa CYLLieCTBEHHO OT/IMYaeTCA OT TaKOBOro B XpOMOCOMax Kfe-
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TOK B3pOC/I0ro yenoBeka (KynbTypa TMMQOUUTOB), OH cneungm-
YeH 419 pasHbIX TKaHel 1 ans 3apojblllei pasHbiX CTaguii paseu-
Tns. ECTb OCHOBaHMWe npeAanonaratb, YTO aHa/M3 NaTTepPHOB Me-
TUMPOBaHMA XPOMOCOM, MX CONOCTaBMIEHWE C Yxe paclungpo-
BAHHOW TeHeTUYECKON KapTOl KaXAoi XPOMOCOMbI MO3BOASET
Noay4YnUTb HOBYIO MH(OPMaL MO O PYHKLNOHANBbHO aKTUBHOCTU
XPOMOCOM M MX CErMEHTOB B MpoLeccax aMbpumoreHesa B Hopme
1 NpM XPOMOCOMHOM AucbanaHce. He nCKOYEHO, YTO B MpoLiec-
ce TaKuMx uccnefoBaHuii 6yayT BbIACHEHbI OCOGEHHOCTU HAAMO-
NeKynspHOi opraHmsaymm u perynsunm gyHKUMOHaNbHON aK-
TMBHOCTM XPOMOCOM B 3MOpMOreHe3e YyenoBeka. ITu AaHHbIE MO-
ryT UMeTb MPMHLMNMANbHOE 3HaYeHNe B MOHUMAHUW NaToreHesa
BU3.

15.2. TEHETUYECKAA KAPTA PEMPOAYKTNBHOIO

340POBbA

MHOroneTHWA ONbIT ybeXxxaaeT B TOM, YTO BaXKHast posib B Npo-
thnnaktuke BH3 n pasnuuHbIX NaTtoforMYeckmMx COCTOSHUNA,
Hepe4KOo CONYTCTBYIOLMX U OC/IOXHAKOLWMX HOPMasbHYt0 Gepe-
MEHHOCTb, NPUHAANEXMNT FreHeTUYECKOW KapTe penposyKTUBHOIO
3popoBba (FKP3) - cemeitHon 6ase OHK-paHHbix (Bapa-
HoB B.C., 2000). TKP3 oTpaxaeT pe3ynbTaTbl MeUKO-reHeTUu4yec-
KOro, LMTOTEHETMYECKOrO N MOSIEKYNAPHOI0 TECTUPOBAHMUSA, NPO-
BOAMMOTO 10 /TN HA PaHHUX CPOKax 6epeMeHHOCTH C Lefbio Bbl-
ACHEHWNA NPeLPacnONOXEHHOCTUN XeHLNHbI K pasfiuyHbIM NaTo-
NOrMYeCcKUM COCTOAHUAM NpU 6EPEMEHHOCTM, BbIACHEHWUSA CKPbI-
TOr0 HOCMTE/IbCTBA NAaTONI0rMYECKNX FrEHOB W OCYLLECTBIEHNSA 3()-
(hekTBHOI NpodunakTukn BH3 (bapaHos B.C., 2004). BapunaHT
MT'KP3 camoil XXeHLWMHbI 1 ee cynpyra, paspaboTaHHbIi B nabopa-
TOpuM npeHaTancHoi guarHoctukun 'Y HUUAT wm. 4.0.0T1Ta
PAMH, npusefeH Ha pucyHKe 15.1.

CoctaBneHne NKP3 HauuHaeTca C MeAMKO-TeHeTU4YecKoro
KOHCY/IbTUPOBaHWA, MPU KOTOPOM KpOMe OLEeHKM pucka BH3
y nnofa cynpyrv nosy4varoT peKoMeHAaunm OTHOCUTENIbHO Mpe-
KOHLENUMOHHON npodmnaktuku BIP v HacneacTBeHHbIX 60-
nesHeit y nnoga. 'KP3 BKAOYaeT aHann3 KapuoTmunos 060Mx po-
auteneid ¢ Lenblo MaeHTUMKaLMm cbanaHCMpoBaHHbIX XPOMO-
COMHbIX NepecTPoeK, KOTOPbIe MOTYT 6bITb MPUYMHOA XPOMOCOM-
HbIX 60/1e3Heli y MOTOMCTBA, & TakXe pe3y/bTaTbl FEHETUYECKOro
TECTMPOBaHUA CYMNpPYros Ha HOCUTENLCTBO Haubonee 4acTbIX My-
Tauuii, NPUBOAALLMX K TakMM pacnpoCTpaHeHHbIM 60ne3HsAM,
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«FTEHETUYECKAA KAPTA PEMNMPOAYKTWMBHOIO 340POBbA»

loa poxpeHns - (5) TectuposaHue HacneAcTBEHHON

HaunoHanbHOCTb - «NPEeAPacNoNOXKEHHOCTU»
Hepacxox/eHue XxpoMocom B Meiiose:
) Bub-1, MTHFR; MTTR.
Mepfuko-reHeTnyeckoe MpuBbluHOE HeBbIHaWMBaHKe: GSTM1;
KOHCY/1bl ¥ POBaH ne GSTT1; GSTPi.
Cynpy>KecKoii napbl 3HaomeTpno3: GSTT1;GSTM1; CYP19.

XpOoHuMyecKas nnaleHTapHas HefjocTa-
TO4HOCTB: GSTPI.

3 . i . .
pvarmocraca ) | EEreast: GSTPL; DAL THF-a: qQOS:
reTeposuroTHoro ’ ’ - o
HocuTenbCTBA: K) BapukosHas 60ne3Hb: GP-La; FV;
u MyKoBUCUMAO3; CBE/JIEHV/A O CYMPYFE : MTHFR; APC.
* MuogucTtpod us 1. Kapuotun (2); [3HT: MTHFR; MTR
frowenna; 2. TecTbl Ha reTepo3uroTHoe . ’ .
uFemopunus A; HOCUTENLCTBO MyTaLuit OcTeonopos: VDR 3; COL1A1;
u GeHUNKaToHypus; Hanbonee YacTbiX MOHOTEHHbIX CALCR.
* ABpeHorenuTans Huiii 6onesHeii (3); [na6eT: HLA DR 1 DO (DR3 1
SR DR4); Mic-A; VDR-3.
MblweuHas YyBCTBUTENLHOCTH K LT OMeranoBnpyc-
atpochust HOA nHbekyumn: Cmvl

KOHCYNIbTAUMW TEHETVKA W AKYLLEPA;
MHOOPMALMS ans spaua u 6epemennoii,
BbIPAEOTKA TAKTUKU BELEHUS
BEPEMEHHOCTY
NPAKTUYECKUE ~ PEKOMEHJALY

Puc. 15.1. BapuaHT «['€HeTNYeCKOI KapTbl PenpoLyKTUBHOMO 3[0POBbS».

KakK MyKOBMUCLMAO3, afpeHOreHNTabHbI CUHAPOM, ClMHaNbHas
ammoTpogua BepgHura—F odpdmara, remopununs A n B, deHunn-
KeToHypus, MuogncTpodus [ioweHHa n ap. 3Ha4MTeNbHbIA pas-
[lef1 3T0ro fOKYMeHTa KacaeTcs pe3y/ibTaToB TECTUPOBAHWUA MOJN-
MOP®HbIX BAPMAHTOB FEHOB, aCCOLMUPOBAHHLIX C OC/IOXHEHUA-
MW, BO3HUKAKOLWMUMY NpY BEPEMEHHOCTH, TAKMMU KaK NPUBbIY-
HOe HeBblHalMBaHWe, anabet, rectosbl. Cneayet onpefennTb No-
NMMOPMU3M reHoB, accoummpoBaHHbiX ¢ A3HT, ¢ Hepacxoxie-
HMEM XPOMOCOM B Melio3e, a TakKe onpeaenstoLmx YyBCTBUTEb-
HOCTb XXEHLLIMHbI K LUTOMErasoBupycy, ee MpeapacrnonoxeH-
HOCTb K TPOM6BOGMAMM 1N BapMKO3HOI 60ne3Hn. ECTeCTBEHHO,
YTO TaKOM TeHeTMYEeCcKMil macrnopT GepeMeHHON, cogepXalymii
YHUKa/bHYO TeHETUYECKYI0 MH(OPMALMIO 0 KOHKPETHOM Yeso-
BeKe, NpeACTaB/feT co60l UCKAUYNTENBbHYIO LLEHHOCTb /15 06b-
EKTUBHOI0 MeMKO-TEHETNYECKOTO KOHCYIbTUPOBAHUA, 415 aKy-
LLIEPOB-TMHEKO/IOrOB, Hab/0AaoWwmMX 3a X040M 6epeMeHHOCTH,
ans cneynanuctos M. LLUupokoe BHefpeHWe B MeAULMHCKYO
npakTnky MKP3, 4ONOMHEHHOI peKOMeHAaunAaAMU Bpayeii-aky-
LLEepoB, MeAULUHCKNX FeHETUKOB, TepaneBToB, 3HAOKPUHOIOMOB
M 4p., MOXET MMETb peLlatoLlee 3Ha4YeHne B NpouiakTuke pas-
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NNYHbIX OCMIOXHEHUA BEPEMEHHOCTMN CO CTOPOHbI MaTepu 1 no-
[a, B BbIpaboTKe onTumasnbHoro anroputma MAa.

15.3. TEHHAA N KJIETOUYHAA TEPANAA MNOLA

MO oTKpbiBaeT YHUKa/IbHYHO BO3MOXHOCTb AN NOJSyYeHUs
maTepumana nnoga npakTuyeckn Ha oboii ctagum passuTnsa (Cm.
rnasy 1X). COOTBETCTBEHHO, Ha /t060OM CpokKe GepeMeHHOCTH
Nn04 YenoBeKa AOCTYMNEH W A4S Pa3NyHbIX BO34EACTBUIA, B TOM
yncne AN MCNOMb30BaHWA PasNMUHbIX BapUaHTOB K/ETOYHON
W FeHHO Tepanuu, KOTopas No Mepe COBEPLUEHCTBOBaHMS METO-
ANYeCKON 6a3bl, BOTEXHONOIMYECKUX NPUEMOB, a TaKXXe BbIsC-
HEHWNS KOHTPONUPYIOLWMX MEXaHW3MOB paHHEero ambpuoreHesa
yenoBeKa cTaHOBUTCA Bce 6osee peanbHO. bonee Toro, HeCMoT-
pA Ha CyLecTBYHLME OFPaHNYEHUS B 3TON 061acTM B OTHOLLIE-
HUW Yesl0BEKa, B 3TOM HamnpaBleHUN Y)Ke AOCTUTHYThI BNOJIHE pe-
a/lbHble YCMexu.

15.3.1. KnetoyHasa Tepanusa rsioga

KneTtouHasa Tepanus nnoga (KTM) —cpaBHUTEIbHO HOBOE Ha-
npaBfieHne, BO3HMKLIEEe B KOHLE XX B. Ha CTbIke 3MOPMOJIOrnK,
LUTO/IOrNK, OMNepaTUBHOIO aKyLIepcTBa U BCNOMOraTe/ibHbIX pe-
NPOLYKTMBHbIX TEXHONOIMA. [0 HejaBHero BpemMeHW OHa 6Gbina
OrpaHuyeHa TO/IbKO OfAHON onepauueil — BHYpUYTPOOHbIM 3a-
MEeHHbIM nepenueaHuem Kposu Bo I1—HI TpumecTpax 6epemeH-
HOCTW —KOTOpas NPoBOAMIACh C LEeNbo NeYeHUs reMonuTmuyec-
KO 60ne3HM Nnoja, BOHNKLIER BCneacTeme ero Rh-koHnmkTa
C maTepblo. Bnepsbie B Poccumn ata onepauus 6binia npoBegeHa
B HalllemM UHCTUTYTe ewle B 1986 I. U C Tex Nnop LUMPOKO UCNOSb3Y-
eTca AN Ne4YeHUs TeMONNTMYECKO 60Me3HN HOBOPOXAEHHbIX
(Muxainnos A.B. u gp., 1990). B kauectBe BapmaHTa KTIT MOXHO
paccmaTpuBaTb U npuMmeHsemoe B nporpamme 3KO fevyeHune
XXEHCKOro 6ecnnofns nyTem BOCCTAHOB/IEHUS «KayecTBa» AlLeK-
NeTKN WHbEKUWeli B OBYNMPOBAaBLUME, HO HEMOSHOLEHHbIE fAi-
LleKNeTKN naunmeHTKM MMKPOO6HEMOB 00M1a3Mbl C HAXOAALLNMU-
CA B HUX MUTOXOHAPUSIMMN W3 OBY/IMPOBABLUMX OOLMTOB APYroi
XeHwunHbl (Brenner N.A. et al., 1998).

Bbicokas nponugepaTtvBHas aKTUBHOCTb 3MOPUOHANbHbLIX
KNeToK, MnepemMeLleHne 1 nepemeLlnBaHmne KneTok v 3apopbiLie-
BbIX IMCTKOB B Mpoueccax (hOPMUPOBaHMSA OPraHoB 1 TKaHel, He-
6onblwmne pasmepbl nnoga (go 50 r Ha 13-ii Hepene 6GepemeH-
HOCTW), HE3PENTIOCTb Er0 MMMYHHOW CUCTEMbI, BbICOKOE COfepXKa-
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HWe CTBOJIOBbLIX K/IETOK B 3MBPUOHaNbHbIX TKaHAX npegonpese-
NAT Wnpokne Bo3MoxHoCTU KT, Ocobblii nHTepec cneuna-
NINCTOB BbI3bIBAIOT JaHHbIE O TOM, YTO BNAOTb A0 20-1 Hegenn Ge-
PEMEHHOCTY BBUAY CBOE PYHKLMOHANBbHON HE3PEOCTU NMMYH-
Has cMcTeMa Mnoja He ABnseTca 6apbepoM, NPensaTCTBYHOLLUM
TpaHCNaHTaLuM reHeTUYEeCKN YyXepoaHbIX KNeTok. bonee Toro,
nocne paHHein BHYTPUYTPOOHOI TpaHCMAaHTauuy opraHusm Ho-
BOPOXAEHHOro npuobpeTaeT UMMYHONIOTMYECKYIO TO/NepaHT-
HOCTb K TPaHCMNNAHTUPOBAHHBLIM YY)>KEPOAHbIM KneTKam. MoaTto-
My Moc/ne BHyTPUyTPOOHOI nepecasky 340pOBbIX KNeTOK JOHOPa
TpaHcnaaHTaLmsa TakMxX e KNeToK B Ciy4yae nevebHon Heobxoaum-
MOCTU MOXET BbITb C YCNEXOM NOBTOPEHAa B MOCTHaTaNbLHOM ne-
puoge.

B nocnegHue rogbl NpegnpuHUMalOTCA MOMbITKU NleYeHUs
c nomowbto KT (nepecagka NAOLHbIX ME3EHXUMHbIX K/1ETOK)
TaKOro TSXKEN0ro MHBaNUAM3NPYIOLLEro 3aboneBaHns, Kak Heco-
BEpLUEHHbIV ocTeoreHes. K HacTosleMy BPeMeHW NPeanpuUHATO
6onee 50 TpaHcNNaHTaL M 300POBbLIX UMW FEHETUYECKU MOAN(U-
LMpoBaHHbIX KNETOK MoAy venoBeKa c uUenbio KTI no nosoay
CaMbIX Pa3fIMYHbIX HaCNeCTBEHHbIX 3a601eBaHNiA. BONbLWNHCTBO
TakMX NOMbITOK OKa3anucb HeyfayHbIMW B CBA3WN C HenpasBu/b-
HbIM BbIGOPOM CPOKa HEPEMEHHOCTM, HEyfaYyHbIM NOLOOPOM 3a-
60neBaHNA NN LOHOPCKUX KNETOK. OHAKO YCNeLlHble pesynbTa-
Tbl nony4yeHbl npu KTT B ciyyae pasfiMyHbIX UMMYHOLeULU-
TOB, 0C06eHHO (hopmbl XSCID (Flake A.W., 2004). MocnegHee,
no-BUAMMOMY, ONPeSenseTca TeM, YTO 340POBbIe KNeTKN UMMYH-
HO CUCTEeMbI B YC/I0BUSAX TaKOl TpaHCMiaHTauum MMelT Heco-
MHeHHble NPenMyLLEecTBa B CBOe NponndepaTnBHON aKTUBHOC-
TW Nepes aHanorMyYHbIMM 60MbHBIMU KneTKamu. KneTku neyveHu
nnoja fo 12-i Hegenn 6epeMeHHOCTM ABNAKOTCA UAeaNbHbIM UC-
TOYHMKOM BCEX CTBOJIOBbIX KNETOK KPOBW. Ha aToM Xe cpoke 6e-
PeMEHHOCTW OTCYTCTBYIOT 3pefible T-MMQOUNTLI, CNOCOOHbIE
BbI3blBATb OMNACHYH AN MN0AA-peununueHTa peakumto «TpaHc-
nnaHTaT nNpoTWB XO3AUHa». [ANd neyeHUs MMMYHOLe(@UUUTOB
NPOBOAAT TPAHCMNAHTALMUIO KNETOK MeYeHN Naoga naoc CUHIEH-
Hble UM (T.e. OT TOrO e peunnueHTa) KNeTkn TuMyca. B 3aBucu-
MOCTM OT CpOKa 6epeMeHHOCTMN Mepecajiky KneToK niogy nposo-
AT BHYTPUOPHOLWUHHO (14—16-9 Heaenu 6epeMeHHOCTH) UK Ye-
pe3 nynoyHyt BeHy (19—30-a Hepenu 6epemeHHocTu) (Towu-
raine J.L., 2000). C uenbto nosbiweHUa agdekTueHocTn KTTI
B Aa/IbHEeALNX UCMbITAHUAX NPeAnonaraeTcs TpaHCNAaHTUPOBaTb
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reMornoaTUYecKne CTBOJIOBbIE K/ETKM BMECTE CO CTBOMOBbLIMU
CTPOMaNbHbIMN (ME3EHXUMHbIMK) KfeTkamu. Kpome Toro, pac-
CMaTpUBaeTCs BO3MOXHOCTb MPUMEHEHUS AOMNONHUTENBbHBIX BO3-
[LENCTBMIA C LEeNbl0 MOBbIWEHNSA KOHKYPEHTOCMOCO6HOCTM Ao-
HOPCKMNX KNETOK W YTHETEHUS aHANIOTUYHbIX KNeTOK PeLunmneHTa.
OTMeuvaeTcd Takxe, UYTO Me3eHXUMHble (CTPOMasbHbIE) KIeTKM
MOTyT At hepeHLMpoBaTbCa B KOCTU, XPALLM, CYXOXUINA, KOCT-
HblA MO3r M B Mbiwubl. OHM MPeACTaBAAOT 0COObI MHTepec
W YXKe MPOXOAAT KNUHUYECKNE UCMbITaHUA AN IeYeHNs HeCoBep-
WweHHoro octeoreHesa (Flake A.W., 2004).

Ha ypoBHEe 3KCMepMMEHTOB MOKa OCTAeTCH KOPPEKLUA MHO-
rMX HacnefCTBEHHbIX Ae()eKTOB NeveHn, KPOBETBOPEHNA U CUCTe-
Mbl CBEPTbIBAHUSA KPOBM NyTeM BBeAEHUA Yepes3 MyrnoBUHHYIO Be-
Hy B3BeCW 3[0pOBbIX K/IETOK NeYyeHn MeSULMHCKOro abopTyca.
CuuTaeTtcq, YTO CO3J4aHME TaKUX MCKYCCTBEHHBIX XVMEP MOXET
npejoTBpaTUTL pasBUTME OCHOBHOrO 3abonesaHusa (Casal M.L.,
Wolfe J.H., 2001).

BmecTe ¢ TeM, MHOTe TeXHUYECKMNe, METOANYECKME U COLU-
anbHble Bonpockl KTIT Bce ewe octaloTcs HepelleHHbIMK. Kak
B YCNOBWSAX TpaHcniaHTauuMm 6yaeT NpoMCcXoAuTb CTaHOBNEHWe
MMMYHONOIMYecKoro cratyca nnoga? Kakosbl 6ygyT UMMYHOO-
rmyeckne B3aMMOOTHOLLUEHUA MEXAY KIeTKaMu [oHOopa U peuu-
M1eHTa B 3aBUCHMOCTY OT CpoKa 6epeMeHHOCTH, KOraa npoBoAu-
nacb TpaHcnnaHTauma? MoxXeT M U KaKMM 06pa3om NposBUTLCA
peakuns HLA HecoBMecTMMOCTW foHOpa W peuunueHta? Kak
[0/IT0 OCTAKTCA XXU3HECNOCOBHLIMU U COXPaHAKOTCA NN B NOET-
HaTanbHOM Nepuofe TPaHCNIaHTUPOBaHHbIE KNeTKn? Bce 3Tu
BOMPOCHI MNOKAa aKTUBHO U3Yy4aloTCA B 3KCNepMMeHTax Ha nabopa-
TOPHbIX FPbI3YHAX U KPYMHbIX MAeKonuTalowmx (Kosbl, OBLbI).
HekoTopble 13 Takux uccnefoBaHuii 61U3KM K KIMHWYECKUM UC-
NblITAHUAM.

Momumo KTI, nccnepoBaHue CTBOIOBbIX K/EeTOK nnoja
npefcTaBnseT 6060 CAMOCTOATENbHbI UHTEPEC U B NaHe Te-
panuun pasnnyHbiX 3a60neBaHnii YenoBeKa B MOCTHAT/IbHOM Me-
proge. OrpoMHble TOPU3OHTbI MEPes HayKON M MPakTUKOA OT-
KpbIBAKOT MCCNef0BaHNA CTBOJIOBbIX KNETOK U3 LOUMMIaHTaLm-
OHHbIX 3apofblllein yenoseka n 13 nynosuHHoi kposu (llimen-
see K., 2002). MynoBMHHbIE KNETKU M104a YXKe NPOXOAAT KNUHU-
YeCKMe UCMbITAHWUA AN NeYeHns Neliko30B8, MHPAPKTOB MUOKap-
[a, HEKOTOPbIX MOHOTEHHbIX 3a60/eBaHUiA, Hanpumep, aHeMum
®aHkoHKn (Verlinsky Y. et al., 2001). Bo MHOrnx cTpaHax yxe co3-
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faHbl 6aHKW MYyNOBMHHON KPOBM ANS NeYEHNUS OCTPbIX J1e/iKO30B
N Opyrux 3aboneeaHwii y feTteil. AKTUBHO 0OCYXXJAeTCA U yxe
BHepAEeTCA B NPaKTUKY NAea Co34aHns UHANBULAYaNbHBIX (MMEH-
HbIX) 6aHKOB CTBO/M0BLIX KNeTok (MBCK) nynoBWHHOW KpoBU
LN Kak4oro HoBopoxpaeHHoro. Takne MBCK mMoryTt umetb or-
POMHOE 3Ha4eHMne NMpu NeYeHn pasnnyHbIX 3a601eBaHNiA B NOCT-
HaTanbHOM nepuoge. B mapte 2004 r. co3gaH NepBblii 0TEYECTBEH-
Hbli KpMo6GaHK CTBONOBbIX KMETOK MYMOBWMHHOW KPOBM Mnoja
B Poccuu Ha 6a3e MIHCTUTYTa OXpaHbl 340p0BbSA MaTepu v pebeH-
ka PAMH (Mocksa). AHanornyHblii KpuobaHk npeanonaraercs
co3gatb 1 B CaHKT-NeTepbypre Ha 6a3e 'Y HUWAT um. [.0.07-
Ta PAMH.

15.3.2. l'eHHada Tepanua nnoga

Hapsgy ¢ KneTo4yHOR Tepanuein Bce 60/bllee BHMMaHWE MC-
cnefoBaTeneil MpuBeKaeT U uges reHHoli Tepanum naoga (FT).
MocnegHas npefcTaBnseT coboii NMPOAYKT CTPEMUTENbHOTO pas-
BUTWSA MONEKYNAPHON 6uonorum, 6MOTEXHONOTNN, MESULNHCKOM
reHeTUKN.

Cnefyet 0o6paTuTb BHUMaHME Ha OYEBMAHYIO 3BOMOLUIO
B3rNA40B CMELMANMCTOB M Bpayeil Ha 3Ty npobnemy. Tak, eLie
B 1999 r. peweHnem KomuTeTa no 6uoTexHosornm HaumoHanb-
Horo uHcTutyTa 3ga0poBbs (HN3) (CLLIA) Ha npoBefeHue faxe
3KCMepUMeHTanbHbIX uccnefoaHnii no FTIM 6biAn HanoXeHbI
cyllecTBeHHble orpaHuyenus (Coutelle Ch. etal., 2003). Cornac-
HO 3TOMY peLleHuto Ans Hayana pabot no MM HeobxoAMMO f0-
KasaTb:

* 3()(PeKTUBHOCTb BHeApeHUs (TpaHCHeKLun) Yy>KepoaHbIX

FeHHbIX KOHCTPYKUnii (FK) B KNeTKu nnoga;
* TepaneBTnYecknii apdekT MMM Ha Guonornyeckmx mMoge-
NAX HacneACTBEHHbIX 3a60/1eBaHuiA;

* 6esonacHocTb 'K gns npe- v NoCTHaTanbHOrO pPasBUTUA

nnoaa;

* OTCYTCTBME PWCKa MOBPEXAAIOLWEro AeiCTBUA BUPYCHbIX

BekTOpoB (Hocutenein 'K) ansa nnoga;

* OTCYTCTBME KAaHLEPOreHHOCTU N TOKCUYHOCTK TK;

* MUHMMAaNbHbIA pUCK MHTerpaymm 'K B N0N0OBbIE KNETKM 3a-

poablLLa.

Bnarofaps MHTEHCWMBHbLIM Hay4HbIM uccnegoBaHusm no I'T
Boob6ue 1 no T, B YaCTHOCTW, 3a NOCNeAHWE NATb /IeT OTHOLLe-
HVWe K BO3MOXHOCTM 'TI npeTepneno CywecTBEHHbIE U3MEHE-
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Hus. B despane 2005 r. TOoT e KomuTeT, KCTaTu, ABAAIOLWMACA
LLeHTPa/IbHbIM PacnopaauTe/lbHbIM OpraHoM BceX (hefepanbHbIX
M MHOTUX MEXAYHAPOAHBIX KNMHUYECKNX NPOeKToB Nno T, nepe-
CMOTPEN N YTOUHWUIT 3TN NONOXKEHUSA U, MO CYTW, 0J06puNa npo-
rpamMmy no I'TI yenoBeka, NPeasIoXKEHHYO N3BECTHLIMU aBTOPU-
TeTamMun B 06nactm I'T ¥ BMO3ITUKM aMEPUKAHCKMMU YYeHbIMU
®paHuem AHAepcoHoM U OxoHom Pnevepom (Waddington S.N.
et al., 2005). CoryacHo 3Toli Nporpamme:;

* uccnepgoBaHua no [TIT NpUHLUNWANBHO BO3MOXHbI,
HO JO/DKHbI ObITb NOTEHLUUANLHO NOME3HbI U UMETb MUHU-
MaJibHbIA PUCK AN8 NNOAR;

Ha COBPeMEHHOM 3Tare Takue UccnefoBaHusa AOMKHbI NPo-
BOAMTHCA MPEUMYLLECTBEHHO HA 3KCMEPUMEHTAbHbIX XU-
BOTHbIX (MbILW, KPbICbI, KPOMIUKW, OBLbI, 06€3bsiHbI);
nccnegosaHmsa no F'TM He AO/MKHBLI O6bITb HaNpaBfeHbl Ha
KOPPEKLMIO BHELLHOCTU UM UHTENIEKTa,;

0cob6oe BHMMaHWe Hago obpalaTb Ha OMAcHOCTb BK/OYe-
HWA Yy>KePOAHbIX FeHOB B MOJIOBbIE K/IETKN NIOAR;
Hanbonee BEPOATHLIMW A8 NEPBbIX KIMHUYECKNX UCMbITA-
HUn T'TM YenoBeka SBAAKOTCS 60NE3HU UMMYHHOI CuCTe-
Mbl, HapyLeHUs CbIBOPOTOYHBLIX 6enkoB KpoBu (remodu-
nuu, remornobuHonaTum).

Bospocwunii B nocnegHee Bpems nHtepec K ' o6bAcHAeTCA,
npexpe BCEro, CYLeCTBEHHbIM METOANYECKUM NMPOrpeccom 6uo-
TEXHO/IOTUM B CO34aHUMN HOBbIX 3 (heKTUBHBIX BEKTOPOB MK, 0T-
paboTKOW HOBbIX CMOCO60OB UX afpPeCcHO BHYTPUKIETOUYHOMR foC-
TaBKW, [OKa3aTenbCcTBamm 6e3onacHoCTM u aghekTMBHOCTM T
B nocTHatansHom nepuoge (Rolland A., 2005). Bonee Toro, Bnosn-
He 04eBUAHO, YTO ['TIM BO MHOrMX OTHOLIEHUAX UMEET fBHbIe
npenmmyLiecTsa nepeg 'T B nocTHaTanbHOM nepuoge. B yacTHoc-
TN, OHa NO3BOJIFET HayaTb /IeYEHME OYEHb PAHO, eLle B 4OCKMMI-
TOMaTUYecKyto (hasy 3abofieBaHUsA, Korga rnociaeacTsms Hebnaro-
NPUATHOTO 3(h(heKTa MyTaHTHOIO reHa eLe He NPosABAATCA. Tak
Xe, Kak B cnyyae KTI1, BBefeHUe reHOB B NepBYHO NONOBUHY be-
PEMEHHOCTW MO3BONSAET U36eXaTb UMMYHHOIO 0TBeTa OpraHn3ma
peyunueHTa Ha camy 'K un ero 6enkoBbIil npogykT. He6onbLwimne
pasMepbl M104a NO3BONAKOT OCTUYL BO/Mee BbICOKON KOHLEHTpa-
unn TpaHcreHa (MFK) B TKaHAX-MULWIEHAX U C BO/bLLIOA BEpOST-
HOCTbIO focTaBuTb 'K B CTBO/IOBbLIE KETKW. Bbicokas nponude-
paTUBHAasA aKTUBHOCTb 3MOPUOHANbHBLIX KNeTOK obecrneumsaeT
6onee GnaronpuAaTHbIE YCNOBMA NS BHYTPUALEPHOW A0OCTaBKM
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BBEJIEHHbIX F€HOB U UX MHTErpauumn B reHOM 3apofbllia. Ycneww-
Has MHTEerpauus 4y>XepogHoro reHa B CTBOJIOBbIE K/E€TKW M0O3BO-
NAET HafeATbCA Ha CTabu/ibHOe M3NneYyeHne HacNeACcTBEHHOrO 3a-
6oneBaHus.

C uenblo obecneveHns agpecHoii 4OCTaBKM U, FaBHoe, npa-
BUNbHOI paboTbl YY)XXEPOAHOr0 reHa, KOHCTPYWMPYHTCA chneuu-
anbHble 'K, obecneumBaiowine ero TKaHecrneUMPUUHY 3IKC-
npeccuto. Tak, 3KCNPECCUS YY)XEPOAHOTO FeHa B KNeTKax KOXM
[0CTMraeTcs C NOMOLLbI0 MPOMOTOPHO YacTu (dhparMeHTa) reHa
KepaTuHa, B KNeTKax nevyeHn —npoMoTopa reHa aHTUTPUNCUHA,
B MbILLLAX —MPOMOTOpA reHa KpeaTuHkunHasbl (Waddington S.N.
et al., 2005).

[JocTaBky MK oCyLLecTBAAOT NPy NOMOLL M Pa3/iNyHbIX BEKTO-
POB KaK BUPYCHOI (peTpoBMPYCbl, aAeHOBUPYChbI, afeH0accoLum-
pOBaHHble BMPYCbl, NEHTUHOBUPYCLI U Ap.), TaK U HEBUPYCHOIA
(nMnocombl, NONMKaTUOHbLI, MNENTUAbLI, MUKPOCHEPBI U Ap.) NpU-
pofbl, KOTOpbIe BBOAAT B 3M6PMOHaNbHbIE TKaHW. Hanbonee nog-
PO6HO B 3KCNepMMEHTe M3yyeHa agpecHas goctaska 'K nytem nx
HEeNoCpeLCTBEHHON WHBLEKLMW B MN04 (BHYTPMAMHUOTUYECKMH,
BHYTPUOPIOLINHHO, 4yepe3 BeHY MYMOBWHbI, HENOCPEACTBEHHO
B MblWLbl, KOXYy, Tpaxeto nnoga) (Larson J.E. et al., 2000;
Waddington S.N. et al., 2005). NcnbITbiBalOTCA 1 60/1€E CNOXHbIE
Cnocobbl JOCTaBKM TMMNa reHHoro «pyxbs» (Yoshizawa J. et al.,
2004) nnn ¢ nomolbio ynbTpassyka (Endoh M. et al., 2002).

B HacTosALee Bpems B pa3MyHbIX 1abopaTopusx Mupa npoBo-
[OATCA MHOTOYUC/IEHHbIE 3KCMepUMeHTaNbHble UCCEA0BaHNSA Ha
610N0rNYECKMNX MOLENAX C LieNbio BHYTPUYTPOOHOTO fleveHuns Ta-
KMX YacTbIX HacnefCcTBeHHbIX 60Me3HeN, Kak reMouamm, Myko-
BUCLMA03, MbIlleyHaa anucTpoua [ioweHHa, CnnuHanbHasa Mbl-
WeyHaa aTpodums, heHUNKETOHYPUA, 601e3HN HaKOMeHUa (My-
Kononucaxapuaosbl, rMMKOreHosbl, gocdonmnugosbl), remorsno-
6uHonaTtum, pasnuyHole uMMyHogdeduunuTtol (Coutelle Ch. et al.,
2003; Waddington S.N. et al., 2005). EcTecTBEHHO, 4TO Hernpe-
MEHHbIM YC/0BMEM MPOBEAEHNA KAMHUYECKUX WCMbITAHWIA Mo
TN gomkHa 6bITh 065A3aTe/lbHAA TOUHAS MONEKYNAPHO-TEHETU-
yeckas AMarHoCTMKa HacneACTBEHHOI NaToN0rMmM y naoja.

BmecTe ¢ Tem, mHOrve npobnemsl I Bce ewle ocTaroTcs 6e3
0TBETa, U WX pelleHMe MMeeT MPUHLUNNANIbHOE 3HAaYyeHue Afs
CKOpelillero BHeApeHMA 3TOro MHoroob6eljaroliero nogxopa
B KNMHWYECKYH0 NpakTuKy. OCobeHHO 60/bLINe ONaceHns Bbi3bl-
BatoT 'K, BbINOJ/IHEHHbIE HAa OCHOBE MOAMMULMPOBAHHBIX BUPY-
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COB, B TOM 4MC/Ie U PETPOBUPYCOB, CMOCOOHLIX UHTErPUPOBaTh
B reHOM 3apojpbllla. B yacTHoCTH, TpebyeT TLiaTeNbHOM NpoBepKu
BO3MOXHas TOKCMYHOCTb A/19 N/0f4a FeHHbIX BEKTOPOB, WX BO3-
MOXHasl TepaTOreHHOCTb W [aXe OHKOreHHOCTb. lMoTeHumans-
HbIM UCTOYHWKOM ONACHOCTW MOXET ObiTb Pe3KO Oc/ab/ieHHbI
WMMYHHBbIA OTBET B MOCTHaTa/lbHOM MEPUOAE Ha BUPYCHble BEK-
TOpPbl, NPUMEHEHHbIE C Lie/Ibl0 aHTeHaTalbHOl reHHOM Tepanuu.
UTO KacaeTcsi OMacHOCTU MHTerpauuy YyXepoaHbIX reHoB B re-
HOM MNO/OBbIX KNETOK, TO, MO BCEA BEPOATHOCTW, OHA CUSIbHO
npeysenuyera (Waddington S.N. et al., 2005). NepBu1YHbIe Mo0-
Bble K/IETKM JOCTUrAl0T 3a4aTKOB roHaj yxe Ha 7-i Hefene 6epe-
MEHHOCTM, T.e. MHOTO paHblle, YeM TeXHM4Yeckn Bo3moxkHa [(TT1
Ha coBpemMeHHOM 3Tane. Haxogawuecs B 3a4aTkax roHafg noso-
Bble KNETKW NpakTUu4eckn HegoctynHbl and K.

3AK/TKOYEHNE

Monck MyTauuin B perynaTopHbiX reHax ((hpakTopos TpaHc-
KpUnuuu), KOHTPONMPYIOLWMX Npoueccbl ambpuoreHesa, Bblfic-
HeHue 0CO6EeHHOCTEN (DYHKLMOHANbHOW aKTUBHOCTM FreHoMa 3a-
pogbilwa nyTeM UCCnefoBaHUA NaTTEPHOB METUIMPOBAHUA MeTa-
(ha3HbIX XPOMOCOM 3apOojblLla Ye/I0BEKA HA Pa3HbIX CTagmax pas-
BUTUA N B Pa3HblX TKaHAX M0O3BONAET NPUBAN3NTLCA K NMOHMMa-
HUIO (DYHAAMEHTabHbIX NPo6/ieM 3MOPUMOHaNLHOIO Pas3BUTUA
YyenoBeKa M MOXeT ONpefe/iuTb HOBble 3D(EKTUBHbIE MOAXOAbI
B NpeHaTanbHON AWArHOCTMKE HacNeACTBEHHbIX U BPOXAEHHbIX
6onesHei.

"eHeTMYecKas KapTa penpofykTueHoro 3goposbs (FKP3) sB-
NAETCA YHUKaNbHbIM WMHAMBUAYaNbHbIM 6aHKOM OHK-gaHHbIX.
OHa npeacTasBnseT co60i NCKNOUUTENBHYIO LLleHHOCTb A1 06b-
EKTUBHOIO MeANKO-reHeTUYECKOro KOHCY/IbTUPOBaHUSA, ANS aKy-
LLIEPOB-TMHEKO/IOr0B, HabMoaoWMX 3a X0A0M GepeMeHHOCTH,
ana cneynanuctos M. Ee wnpokoe BHefpeHMEe B MeAULNHCKYO
NPaKTUKY, LONONHEHHOE peKOMeHAaLMAMMN Bpayeid, MOXeT UMEeTb
peluarollee 3Ha4eHNe B NPOPUIAKTUKE Pa3/IMUHbIX OCMOXHEHW
6epeMeHHOCTM CO CTOPOHbLI MaTepu M Nnoja, B BblpaboTke oNTU-
ManibHoro anroputma nAa.

leHHas Tepanusa nnoga (ICTM) - NpoOAYKT CTPEMUTENBHOrO
pasBUTMA MOMEKYNAPHOA 61M0N0rMK, BUOTEXHONOTNN, MESULMH-
CKOW TeHeTuUKKU, 3amb6puonornn. PaccMOTpPeHbl OrpaHU4YeHus
K npumMeHeHuto T, chopmynuposaHHble KomuTeTom no 6umo-
TexHonorum HA3 (CLUA) B 1999 1., a TakxKe LOMONHEHUS U U3Me-
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HEHWUS 3TOr0 pelleHns TeM ke KomuteTom B 2005 T., KOTOpLIN,
Mo CyTK, y)Xe 0gobpun nporpammy uccregoBaHuii no FTM ¢ yye-
TOM psija NOMpaBOK M OrpaHuWyeHuin. OTMeYeHbl HECOMHEHHbIE
METOANYECKME N KNNHUYECKMe npenmyLiectsa ' TI, koTtopas no-
3BO/ISIET Ha4yaTb NPEBEHTMBHOE fIeYeHME B JOCMMMITOMATUYECKYHO
(ha3y 3abonesaHusa, n3bexxaTb UMMYHHOrO OTBETA MpPWU BBEAEHUM
Uy>KepoaHbIX TeHeTUYeCKnx KOHCTpykuuii (IFK), goctnub 6onee
BbICOKOM KOHLEHTpaLMu TpaHCreHa U ero npoaykTa B KieTKax
1 ¢ 60/bLUeli BEPOATHOCTLIO NPOBECTU KOPPEKLMIO FreHeTUYECKO-
ro fedekTta B CTBOSIOBbIX K/IETKax 3apofbilia. PaccMOTpeHbl reHe-
TUYeckue 60Ne3HM - KaHamAaatbl Ana T, reHHas Tepanua KoTo-
PbIX Y)Ke HAX0AMTCS Ha CTagnn KIMHUYECKMX UCNblTaHuii. Hanbo-
Nee peanbHbIMK KaHauaaTamu ans T cerogHs ABAATCH UMMY-
HogedMLMTbl, reMornobuHonaTny 1 60Me3HN CBEPTbIBAHWS KPO-
Bu (remodunmnm). Lienbto nogo6HbIX 3KCMEPUMEHTOB ABMIAETCA He
TO/IbKO JOCMMNTOMAaTMYeCKas NpoduiakTuka (neyeHune) Toro unm
MHOT0 BPOXAEHHOro WAW HacneicTBeHHOro 3aboneBaHus,
HO npefynpexieHne BO3MOXHbIX HebnaronpuaTHbIX MOCNeAcT-
BuiA I'T gns nnoga. B aToli CBA3M M3yYaeTCA TOKCMYHOCTb FeHHbIX
BEKTOPOB, BEPOATHOCTbL TPaHCMEKL MW NMepBUYHBIX MOJIOBLIX Kie-
TOK, BO3HUKHOBEHWSA aHOManuiAi pasBuTus, ONacHOCTb OHKOJIOM M-
YyecKoro appekTa, yrposa OTCYTCTBUS WM PE3KO OCNabneHHbIN
MMMYHHbIV OTBET Ha BMPYCbl, NCNO/b30BABLUMECS B KAYECTBE BEK-
TopoB K. 3KcnepumeHTanbHO A0Ka3aHo, YTO BBEAEHHbIE B N0S
reHHble KOHCTPYKL MU He BK/OYAKTCA B NONOBbIe KNETKW, KOTO-
pble K 7- Hegene 6epeMeEHHOCTH Y YeN0BeKa YXKe JOCTMraloT 3a-
4aTKOB roHaf nnoga.

O60CHOBbIBaETCA NPEACTaBNEHNE O TOM, YTO A4/1F KaXKA0ro Ha-
CNeACTBEHHOTO W BPOXAEHHOrO 3a60neBaHuUs, 4MarHoCTuKa Ko-
TOpPOro BO3MOXHa eLle BHyTPMYTPOGHO, cnepyeT paspabaTbiBaThb
CBOW YHUKasbHble BapuaHTbl I'T n KT, opueHTUpOBaHHbIE Ha
onpefeneHHble CTaAuM 3MO6PUMOHANBHOTO PasBMTUA, CNOCOObI
pgoctaBku MK, TN BEKTOPOB, C y4eTOM UHAMBUAYaNbHbIX OCOBEH-
HOCTell reHOMa njofga 1 Tuna MyTauuii reHa-kaHgmaara.

CoBepLUEHCTBOBAHWE FEHETUYECKON KapTbl PenpoayKTUBHOMO
3[0pPOBbS, UCCNeA0BaHNE MyTaLuii B PerynsaTopHbIX reHax, Kne-
TOYHasA U reHHas Tepanus naoga NpeAcTaBasaoT co60i nepegHUi
kpai MM kak Hayku. Pa3paboTka BCex 3TUX NepcneKTUBHbIX Hayy-
HO-MPaKTMYeCKUX HanpasfeHnii akTUBHO BefeTcs B nabopaTopum
npeHaTanbHoW gnarHoctuku 'Y HUMNAT um. 4.0.01Ta PAMH.



3AKJTHOYEHVE

MpeHaTanbHaa guarHoctuka (MJ) npeactasnseT coboli 06-
LWMPHYIO 001acTb 3HAHWI, B KOTOPOW WMHTErpuMpoBaHbl MeTOAbl
M KOHLENUMN KaK yHAaMEeHTaNbHbIX HayK, TaK ¥ NPaKTU4ecKoi
MeauuUnHbL. [ThaBHasa uenb M/ n ee 0CHOBHbIE 334a4M COCPEAOTO-
YeHbl Ha paHHel LMArHOCTUKE W MPOYUIAKTUKE BPOXKAEHHbIX
N HacnefCTBEHHbIX 3a60n1eBaHnit (BH3). OCHOBHOE MECTO B 3TOM
NPUHALNEXUT MeLULUHCKOM reHeTuke. VIMEHHO C NOMOLLbIO Me-
TOAOB M MOAXOA0B MeLVULMHCKOW FeHETUKN YAaeTCs ANCKPUMM-
HUPOBATb BPOXAEHHbIE W HAC/MEACTBEHHbIE MOPOKM Pa3BUTUA,
4TO He06X0AMMO N5 BbIPAbOTKM ONTUMANbHOI TAKTUKWN BeAeHUs
6epeMeHHOCTU, MPOPUIAKTUKN U NeYeHUs NOPOKOB Pas3BUTUA
y nnoja.

Mpy BCEM CBOEM MHOroo6pasuv 1 My/nbTUAUCLUNIMHAPHOCT U
MJA cnegyeT paccMaTpuUBaTb Kak pasfen MeAYLMHCKON reHeTUK.
BwmecTe ¢ Tem, runep6onusauusa noboro coctasnawowero Ma
(ynbTpa3ByKOBble MCCNef0BaHWUA, aKyLIepcTBO C WMHBA3WBHbLIMU
MeToAamMu nojsyvyeHus TKaHell nnofga, nepuHaTanbHas MeauLHa
C HOBbIMMW TEXHO/IOTMAMM OMEPATUBHBIX BMELLATE/NbCTB U ApYroe)
HeMWHYeMO BefeT K KOHLENTYanbHbIM U METOAUYECKMM MEPEKO-
cam B 06nactm npounaktukm BH3, marybHo ckasbiBaeTcs Ha
Bceli cnyx6e MJ B uenom. Tonbko KOMMNNeKCHoe o6cnefoBaHue
CYNpYro., XeHLUHbI BO BpeMA 6epeMeHHOCTH 1 ee ByayLero pe-
6eHKa no3BonseT fOOMTLCA MaKcUManbHON addekTnaHocTy M4
Kak B npogmnaktuke BH3, Tak B Heganekom 6yayuieMm —u B UX
nedeHun. O6s3aTeNIbHBIMU COCTABNAOWNMY CNyx6obl MM a8ns-
0TCA MeAUKO-TeHeTUYecKoe KOHCYNbTUpoBaHue (rnaesa V), 6uo-
XUMUYECKUIA, YNbTPa3ByKOBOW N LIUTOreHETUYECKUA CKPUHUHTM
(rnasbl VI, VI, VIII), nHBasmBHble nNpoueaypbl C Lenbio 3abopa
nnogHoro matepuana (rnaea IX), cneyunasnbHble LUTOreHeTMYeC-
kue (rnasa X) u monekynspHole (rnasa Xl) nccnegosaHuns 6uon-
TaTOB M/104a.
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EcTecTBeHHO, 4TO Hambonee yfo6HON Ans 6epeMEHHON XeH-
WMHbI 1N ee ceMbU ABMSeTCA Takas opraHusauma MM, korga sce
3BeHbA 3TOW Cny>x6bl COCPeLOTOYEHbI B OLHOM MeCTe, a B ujea-
Nne —B OAHOM LeHTpe. He cny4aiiHO Ha CerogHALIHWIA AeHb Hau-
6051ee MPOrpeccuBHbLIM BapvaHTOM TakOW «yHUTapHON» MOZENM
cumTaetca «KnuHuka ogHoro gHa» (OSCAR - One Stop Clinic
for Assessment of Risk), rge B TeyeHne 5—6 4 6epeMeHHas XeH-
WmnHa (NpegnoyYTUTENLHO B | TPUMECTPE) MOXET NPOATY MOMHOE
npeHaTanbHoe o6cnefoBaHue. B 4acTHOCTM, NOMYYUTb KOHCY/b-
Tauuio reHeTuKa, NPoNTN KOMOUHUPOBAHHbIN CKPUHUHT (61OXK-
MWYECKUA + ynbTpa3ByKOBOMN) M Mpy HEOOXOAMMOCTU MOABEPT-
HYTbCS MHBa3UBHOM M. HeCKoNbKO TakMx KANHUK Y>Ke ycneLw-
Ho paboTatoT B BennkobputaHmun. B aToM Hanpas/ieHWW pa3BuBa-
etca u cnyxba N4 8 dMry HUMAT um. 4.0.01Ta PAMH.
Ba)KHO OTMeTUTb, UTO MPUMEHSEMbIi HAMW YCKOPEHHbI/ BapuaHT
NPAMOro MeTofa NPUroToB/IEHNS XPOMOCOMHbBIX NpenapaTos no-
3BOMISIET JOMOMHUTL BbILLENePeUnNCAeHHbIe YCYT TaKOW KANHU-
KU 1 KapuoTunmpoBaHueM nnoga. bnarogaps aTomy cHumaeTcs
MCUXO3MOLMOHANbHOE HAMpsaXeHne Y >KeHLWWHbl, CBA3aHHOe
C ANUTENbHBIM OXUAaHWEM Pe3yNnbTaToB MArHOCTUKM, U 3KOHO-
MWUTCS BPeMS 418 NPUHATMA Cynpyramu pewleHus o cyabbe 6epe-
MEHHOCTW.

KoHeuyHo, Takasa yHMTapHas (MOHOKOMMOHEHTHas) Mofesb
TpebyeT He TOIbKO AOCTATOYHOIO MOMELLEHUS, HO U YETKOrO B3a-
MMOZENCTBNA BCeX (DYHKLMOHAaNbHbLIX MoApasgeneHnii, obecne-
ymBaloLMX BeCcb anropnt™ MA. JomuHupytoLLeli B Hallell cTpaHe
ABNAETCA MyNbTULUEHTpoBas (MHOTOKOMMOHEHTHas) Mogefb
cny>k6bl M. CornacHo aToil mogenu, Bce cnyx6bl M pazobue-
Hbl He TOMIbKO TEppUTOpWanbHO, HO M afAMWUHUCTPATUBHO, T.e.
KOHLIENTYaNlbHO OHW PasINyalTCs Mo CBOMM OCHOBHbLIM LEeNsam
M 3agadvam, o6beM KX paboTbl U UHTEPECHI COTPYAHWKOB OTHIOAb
He orpaHuuuBatoTcs npobnemamu MA. O6bYHO Ha 6ase mefm-
KO-TeHeTUYeCKNX LLleHTPOB NpoBoAUTCA ¥ 3-AmarHoctmka n éuo-
XUMUYECKNI CKPUHWHT, aKyllepcKue KAWHWKWU creunannsnpy-
I0TCA Ha Y 3-uccnegosaHuax, orepauusax no 3abopy nAogHOro
martepuana, pojfopaspelleHno U MnpepbiBaHUI0 GepeMeHHOCTH.
LinToreHeTnyeckme n MoneKynspHole UccnefoBaHUA NPOBOAATCA
B pa3HblX CreunanmM3MpoBaHHbIX nabopaTopusax, WUHCTUTYTax
n ®MTIL, HepefKO pPacnonoXKeHHbIX B PasHbIX YyUpexAeHusX.
EcTecTBEHHO, YTO MpKU TaKON OpraHu3auuu, gaxe Npu Haanyuuu
BbICOKOKBANM(PULMPOBaHHbIX CNELMANNCTOB B K&XKA0M U3 nepe-
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YMCNIEHHbIX NOApa3aeneHni, Hen3beXKHbl NOTepy BPEMEHU Ha f0-
NOMHWUTENbHbIE KOHCYbTaUUN. ANuTensHoe nyTewlecTBme niog-
HOro mMaTepumana yxywaeT KayecTBO AMarHOCTUYECKMX Mnpenapa-
TOB, YBE/IMUMBAET ONACHOCTb NOoTepun 06pa3uoB. K panbHeliLleld
feueHTpanu3auumn MJ, BefeT XpoOHWYeCKoe HeAo(MHaHCUPOBa-
Hue 3TON cnyx6bl B Poccuu, MpeBpaleHue ee COCTaBAALLMX
B nnaTHble ycnyru. Mpu aTom Hepefko M HaunHaeT NogMeHATb-
cA Y3 nnun npespallaeTca B NpMAaTOK aKyLlEepCKO-rMHEKON0rmn-
4ecKoi cnyx6bl. Takoe «epeTArMBaHue ofesinia», Habaaemoe B0
MHOTMX ropofax v pernoHax Poccun, narybHo ckasbiBaeTCa Ha Co-
CTOSHWUM BCeli Cy>Kkobl N[, a ¢ y4eTOM BbIpa>KeHHOro crnaga poXk-
[aemMoCTU B CTPaHe —CyLLEeCTBEHHO ycyryonseT 1 6e3 TOro cnoxk-
HYI0 ieMorpatMyeckyro CUTyauuio.

Haw noutun 20-neTHWiA onbIT paboTbl yOeXxaaeT B TOM, YTO He-
3aBMCMMO OT 0COBEHHOCTel opraHu3aumm cnyxobl M B Kaxkiom
LLeHTPe W peruoHe, 06s3aTeslbHbIM YCN0BUEM ee AIPPeKTUBHOCTH
ABNISETCH YETKO CKOOPAMHMPOBaHHasA paboTa BCeX ee 3BeHbeB. Ta-
KWM CBA3YIOLMM 3BEHOM, MO HalleMy OMnbITY, ABAAETCA Perynsap-
Hoe 06CyXeHNe Ha BpayebHbIX KOH(EPEHLMAX KaXAOTO KNUHU-
YecKoro cnyyasi, TpebytoLero npoeegeHmns uHBasmeHon MA. Mo-
MWUMO Bpayei akyLlepoB-0nepaTopoB B TaKNX 06CYXAEHNAX BCEr-
[a y4yacTBylOT Bpay Y3-AnarHOCTUKW, MEeAWLMHCKWUIA TFeHEeTUK,
cneunanncTbl, OTBETCTBEHHbIE 3a 1ab0paTopHble METOAbI Ucche-
foBaHUA (LMUTOTEHETUK, MOJIEKYNSPHbIA 6uonor, 61MoxXnmuk).
KnnHunyeckas oLeHKa Kaxaoro cnyyas, TpebytoLero nHBasuBHo-
ro BMeLLaTe/ibCTBa, Mo3BONSAET U3bexarb CyObeKTUBHbIX OLLNGOK,
[OMYLLEeHHbIX HA NEPBUYHBIX MPUeMax, eLle pa3 B3BECUTb NMOKa3a-
HUA 1 BO3MOXHbIe NPOTMUBOMOKAa3aHUA, COOTHECTU CPOKM Onepa-
LuUn 1 npegnonaraemblii TMN 6rontarta (BOPCMHKM XOPMOHa, My-
MOBMHHAA KPOBb, aMHUOTNYECKAA XXUAKOCTb) C NiaHUPyeMbIMU
cneunanbHbIMU MeToLamu 1abopaToOpHOro MccnefoBaHUs U Ha-
MeTUTb JanbHelLLYI TaKTUKY BefeHus bepemeHHocTu nocne MA,.
HecmoTpa Ha KaXyLLylocs NpoCTOTY WCMOMHEHUA W 6Gesomnac-
HOCTb 3abopa NNoLHOro Mmatepuana, 3To OnepaTMBHOE BMeLLa-
TenbcTBO. [axe MWHUMANbHbIA PUCK Takol onepauuy LO/MHKeH
6bITb OonpaBgaH. Mo KpaiiHeli Mepe, OH He JO/MKEH MpeBbIWaTh
puck Hannumns BH3 y nnoga.

Heo6Xx04MMOCTb KOHCONNAALUN YCUANIA pasHbIX cheluanuc-
TOB, 3aHATbIX B [1[], TpebyeT He TONLKO YETKOW opraHmsauuu
3TOl cMyX6bl, HO U 4OCTATOYHOI OCBEAOM/IEHHOCTY BCEX €e yyac-
THUKOB B npobnemax, mMeTogax W Bo3MOXHocTax M. Takas
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MH(OopMaLUA nomoraeT m3bexarb MeXBeLOMCTBEHHOW W Y3KO-
npodeccroHanbHOW pa3obLLeHHOCTH, YTO NpefoXpaHseT OT MHO-
rMx OWMBOK 1 CNOCO6CTBYET MOBLILLEHWNIO NPOECCUOHANBHOTO
YPOBHS CNeumnanncToB BCex 3BeHbeB, paboTatowmx B obnactu MA,.
B03MOXHO, MoKa eLle paHo NogHUMaTbL BONPOC 06 yupexaeHnu
HOBOW CMeLManbHOCTN — «Bpay MpeHaTanbHON ANArHOCTUKW»,
HO BEKTOP MCTOPUYECKOrO UM KOHLENTYa/lbHOro pPasBUTUA 3TOrO
Hay4HO-NPaKTUYeCcKoro pasgena MeauLMHCKON reHEeTUKMN YKasbl-
BaeT Ha Le/1eco06pa3HOCTb ABMXKEHUSA B 9TOM HaNpaBieHUN.

YMeCTHO eLle pa3 06paTUTb BHUMaHWe Ha NpaBuibHYIO, B3Be-
LUEHHYIO MHTEPMpeTaLnio pe3ynbTatoB GUOXMMNYECKOTO U YNbT-
pa3ByKOBOro CKpMHWHIOB. B yacTHocTK, 06nagas 60/bLUION YyB-
CTBUTENIbHOCTLIO U CPaBHUTENbHOM Manoii cneunuYHOCTLIO, pe-
3ynbTaTbl GUOXUMUYECKOTO CKPUHMHTA TO/IbKO YKa3bIBAKOT Ha Ha-
Anume (OTCYTCTBUE) OTKOHEHUIA B COLEPXKAHUN MAPKEPHbIX 3M-
6pnoHanbHbIX 6eNKOB B KPOBM MaTepu. MpUYMHBI XXe TaKux oT-
K/OHEHUI MOryT 6bITb pa3nnyHbiMm (cM. rnasy VII). HanomHum,
yto BO Il TpuMecTpe 6epeMeHHOCTU Npu OTKNOHeHUN MCB Tonb-
KO B 2% cfiyyasx NMOATBEPXAAKTCA XPOMOCOMHbIE HapyLleHUs
y nnoga. CyliecTBeHHble KonebaHMs 3TUX NokasaTenieil moryTt
CUTHANM3MPOBaTh M 0 HAIMYMM APYTOi, HeHacneACTBEHHOM naTo-
NOruN, CBSI3aHHOW C Yrpo30i mpepbiBaHUA GepemMeHHOCTU WK
WHBIMW HapyLLIEHUAMW CO CTOPOHBI MaTepU uUau nnoja.

Mpumart pe3ynbTaToB CreLnanbHbIX 1abopaTopHbIX UCCNea0Ba-
HWIA B NOSTHOV Mepe OTHOCUTCA M K pe3ynibTatam Y 3-41MarHOCTUKN.
YBneueHus NocnefHUX JIeT NOUCKOM Y 3-MapKepoB, crieluuyHbIX
419 onpeAeneHHbIX XpOMOCOMHbIX 60/1e3Hel, NosABAEHWE NOMbITOK
ONAarHOCTUKN XPOMOCOMHBIX U faXe FeHHbIX 3abofieBaHuin Ha oc-
HOBaHWUW TONbKO ¥ 3-UCCNef0BaHNI KaXeTcs BeCbMa 0NacHoM TeH-
feHumnein cospemeHHoi M[. MpusHaBas OrpoMHYH 3Ha4MMOCTb
Y3 B[, BaXXHO OTMETUTb, YTO ANArHo3 HacneACTBEHHO 60ne3-
HU XPOMOCOMHO# MW TEHHOM 3TUONOTUK MOXET BbITb YCTAHOB/EH
TO/IbKO Ha OCHOBAHWUW CreymnasbHbIX 1abopaTopHbIX METOL0B UC-
CNefoBaHMA, HO HMKaK He npu nomowmy Tonbko Y 3. bonblias
MOMOLLb B 3TOM CO CTOPOHbI Y3 3akntoyaeTca To/MbKO B 0T6Ope
XXEHLMH rpynnbl BbICOKOIO pUCKa HACNeACTBEHHOW NaTtonoruu.

He3aBuCMMO OT pe3yNbTaToB OUMOXMMUYECKOTO U JadKke Y3-
CKPUHWHIOB, OKOHYATe/MbHbIA AMarH03 XPOMOCOMHbIX U, TeM 6oree,
FeHHbIX HaPYLLIEHWA Y N/1I04a MOXKET 6bITb NOCTaBneH TO/bKO C Mo-
MOLLbIO CreupanbHbIX LMTOreHe TUYECKUX U MOMEKYNIAPHBIX MeT0-
[0B 1CCNefoBaHwS.
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YMeCTHO TaKxXe 06paTuTb BHUMAHWe YnTaTens Ha Heobxoam-
MOCTb 60/1ee NPoAYyMaHHOro, B3BELLUEHHOI0 OTHOLLEHUA creuna-
NINCTOB, 3aHATLIX B 06nactu MM, K BHeAPEHUO B NPaKTUKY HO-
BblX, O4eHb MHTEPECHbIX, HO 3a4aCTy10 [0 KOHLA He NMPOBEPeHHbIX
n, Tem 6onee, ewe He NMLEH3UPOBAHHbLIX METOA0B ANArHOCTUKW.

Tak, yBneyeHne AMarHoCTUKOW HacneCTBEHHbIX 60/1e3Hel no
KneTkam njofa B KPOBW maTepu, Kaxetcs, ke npowno. Cypo-
Bblil BEPAMKT MHOTUX Begywwux cneumanmicTtos M/, 6bi1 04HO3Ha-
YeH: METOJ C/IMLIKOM HeHafeXeH, 4Tobbl ObITb AMarHoCTU4ecC-
KWUM, U CNIULLKOM Jopor, 4Tobbl 6bITb CKPUHMPYIOLWMM. B HacTos-
LLLee BPeMs MPOXOAUT BCECTOPOHHIOK anpobaunto metog MA, oc-
HOBaHHbI Ha uccnegosannn AHK nnoga, Haxogsweincs B KPOBM
maTepu (cM. rnasy XV). bonee paHHWE MOMbITKN OTEYECTBEHHbIX
YUYeHbIX M CMeunanncTos, B TOM YKC/e W Hawleli nabopaTopuu,
no onpefjesnieHNIO mona naoga No KPpoBM MaTepy OKasanucb He-
ypauHbiMu (Kaweesa T.K. un gp., 1991). Mo31TUBHbIE pe3y/bTaTbl
aHanu3a pesyc-npuHaAneXxXHocTy 1 nona rnaoja npy UCnonb3oBsa-
HUW JAHHOTO MEeTOoAa HeAAaBHO MOJYyYeHbl TOJIbKO B HECKOMbKUX
nabopatopusx MM 8 CuHranype n B ABCTpun. ECTeCTBEHHO Mo-
3TOMY, YTO MOKAa HET HWKAKWUX MPaBOBbIX, HOPUANYECKMX U MO-
panbHbIX OCHOBaHWI ANf WCMONb30BaHMS 3TOro, 6e3yCrnoBHO,
MPOrpeccuBHOro U MHOroo6eLLatoLLero NoAXo4a B NPaKTUYecKol
MA. K coxaneHuto, y>e 3aperucTpmpoBaHbl eMHUYHbIE Cydau
OKasaHus MOAO0GHON ycnyrn, K TOMY >e Ha NnaTHOW OCHOBe,
B Poccum n gaxxe B CaHKT-leTepbypre. /13 aTOro cnegyer, 4To me-
TOAbl, Ucnonb3yemble B MM, LOMKHBI TULEH3UPOBATHCA OCOBEH-
HO TwWwaTenbHO. He obLueli paspeluatoLleli CTPOKOM, Kak, Hanpu-
mMep, «auueHsupoBaHne [OHK-guarHOCTUKM  MHMDeKLUii»,
HO BNOJIHE KOHKPETHO N0 KaX4O0MY MeToAy W NpueMy AuarHocTu-
KW pasfgensHo.

CnepyeT 06paTuTb BHUMaHWe W Ha OMpefesieHHOe YB/eYeHune
HeKOTOpbIX LeHTpoB B Mockse 1 B CaHKT-IMeTepbypre, a Takxe
B pYruX pernoHax Poccum JoMMnAaHTaunmoHHOM 4MarHOCTUKOWA.
Kak yxe oTmeyanoch (cM. rnasy XV), npy BCEM BOCXULLEHUN PU-
NIUTPAHHOCTBIO, TOYHOCTLIO U HEKOTOPLIMU 6€3YCNOBHBLIMU Mpe-
UMyLLLeCTBAMM 3TOTO METOAA, OH He JINWEH U CYLLEeCTBEHHBIX He-
[0CTaTKOB. [NaBHbIA M3 HUX 3aKMKOYaeTCA B TOM, YTO 3TOT METOS,
HWKOrja He CTaHeT MacCoBbIM, TO €CTb C ero MOMOLLbI0 HUKOTAa
Henb3a ByfeT pelartb coumanbHble U MeauLMHCKUe Bonpocs! M/,
B MacLuTabax ropoja u Bceid cTpaHbl. HeonpeaeneHHo fonro, cKo-
pee BCero, BCerga, MeToj AOMMMNAAHTALMOHHOW LMArHOCTUKK
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OCTaHeTCA YAeNnoM OTAe/bHbIX CEME BbICOKOrO MaTepuanbHOro
poctatka. OH Bcerga 6yaeT ocTaBaThCa «LUTYYHbIM TOBAPOMY.

B 3aBepLueHMne 3TOro KoMNEKTUBHOIO TPy a CneLunanmcToB o4-
HOro u3 Befywux LeHTpoB M xoTenoch 6bl elle pas Nog4vepK-
HYTb, YTO, MO HalleMy MHEHWIO, BCE MeTOAMYecKune npobaemsbl
MM B Poccun yxe pelleHbl. bragHbiMu npobnemamu, caepxmba-
owmmn passutme MM B Haweli cTpaHe Ha CErO4HAWHMWIA AeHb,
ABNAKOTCA: OTCYTCTBUE LieN1eBOr0 (hMHAHCMPOBaHMWSA U ABHO Hefo-
CTaTO4HOe BHUMaHWe K HyxxaaMm [/, kak co CTOpoHbI heaepanb-
HOro NpaBWTENbCTBA, TaK U MeCTHbIX BnacTeli (1); owmnbKku 1 He-
[OCTaTKM MAaHWPOBaHMA 1 opraHusaymu cnyxosl M/ Ha mecTax
(2); «mexpgucumnanHapHble pacnpu» («nepetarnsaHuve» I/
B aKyLlepcTBo, nogmeHa MJ Y3-gmuarHoctukoi) (3); HapacTato-
Wwaa kommepumanusauma yenyr MA (4). HetpygHo BuaeTb, 4To
BCE MepeyuncneHHble Npobaembl B 3HaYUTE/IbLHON Mepe mpoucTe-
KalT u3-3a gedpmumta QUHAHCMPOBAHMA 3TOM BbICOKOPEHTa-
6eNbHOl, BbICOKO3(h(MEKTUBHOW M COLMANbHO BaXXHOW 06/1acTu
MeAMLWHCKOW reHeTUKU. Hactana nopa KpMTUYECKW MepecmoT-
peTb HbiHe AeicTeytowne Mpukasol MuHsgpasa P® (Ne316 ot
30.12.1993 1 Ne457 ot 28.12.2000), pa3paboTaTb Ha UX OCHOBE HO-
BbI/i MPMKa3 N0 MeLULMHCKON reHeTuKe 1 npeHaTanbHOi guar-
HOCTWKe, KOTOpbIA 6bl 60MbLIE COOTBETCTBOBa AYXY BPEMEHMW,
(hMHaHCOBbLIM BO3MOXHOCTAM rocyfapcTsa, 6e3ycfioBHOMY poCTy
MeTOLMYECKUX U KafpoBblX BO3MOXHOCTel Bceil cnyx6bl M[
B Poccun.

Hageemcs, 4To 3TOT TPyA, BbICTPafaHHbIV rogamu naaBaHus
aBTOPOB B MOpe Npob 1 owmnb0oK, Haxo40K U 03apeHwniA, byaeT no-
Ne3HbIM PYKOBOACTBOM A1 Bpadeli 1 CneLuanmcToB Tak Ui nHa-
Ye CBfA3aBLUMX CBOK Cyabby C MpeHaTanbHOW AWarHOCTMKOINA,
[N OpraHM3aTopoB 34paBOOXPaHeHUs, OTBeYatoLWmMX 3a COCToSA-
Hue cny6bl M, 4na cTyAeHTOB MeAULMHCKNX U B1ON0rMYECKnX
thakynbTeToB. Bygem oco6eHHO pajbl, eCiM 3Ta KHUra HailgeT oT-
KWK 1 B lyLle psigoBOro YntaTens, MHTepPecyoLLerocs LOcTuxe-
HUAMW COBPEMEHHOI HayKu B 061aCTV FeHEeTUKMN YenloBeKa, pPaH-
Heil (JOPOAOBON) AMArHOCTUKM U NPOUIAKTUKN BPOXAEHHbBIX
M HacneACTBEHHbIX 60ne3Hel.
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