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AHHOTALUMA

[MpennKTVBHbBIE TEXHONOMMN ABNSIOTCA NPUOPUTETHLIM HaNpaBreHWeM pa3BUTUS
mMeguumHckon Haykm XX| Beka. [lpegukTuBHass MeguumHa — 3TO HarnpasneHune
MeAWLWHbI, OCHOBHOM LENbI0 KOTOPOW SABNSAETCA BbIsiBNEHWe akTopoB pucka
3abonesaHus Ans npeaynpexaeHns ero pasBuTusa 1 NeYeHusa Ha paHHuX cTagusax. Ha
COBPEMEHHOM 3JTane [MaBeHCTBYIOLWYI0 ponb B npegynpexaeHwun 3abonesaHui
OTBOAMNTCA rEHEeTUKe, COBPEMEHHbIE BO3MOXHOCTM KOTOPOW MO3BOMSAT OLUEHUTb PUCK
pPa3sBUTUA NATONOrMYECKNX NPOLIECCOB.

3apjavyamu nNpeanKTUBHbBIX TEXHOMNOIMIA B PENPOAYKTMBHON MeauunHe sSiBNsoTCs
paspaboTka 1 BHeApeHWe paHHMX MPOMUNaKTUYECKUX MEPONPUATANA, NO3BONALLMNX
npeaynpeanTb HacTtynneHve 6epeMeHHOCTU NMogoM C reHeTUYeCKOW maTonorven u
poxaeHne pebeHka C BPOXOEHHOW HacnefCTBEHHOW naTonorven, npeaynpeaunTb
pasBuTHEe OCMOXHEHWN BepeMeHHOCTH.

[IvarHocTuka BpoXaeHHON naTonoruy nroaa Bo Bpems bepeMeHHOCTH ABnseTcs
BaKHeWLLen 3aJaveil B akyLlepcTBe U nepuHaTonorun. PaHblue 31O BbiNio BO3MOXHO
TONbKO NPW MOMOLLN YNbTPa3BYKOBbLIX METOAOB ANArHOCTUKN, a TakK e onpeaeneHHbIX
nokasartenen B BMOXMMnMYeCcKom aHanmse KpoBM — Tak HasblBaeMblii KOMOMHNPOBAHHbIN
NnpeHaTanbHbll  CKPUHWHT, MPOBEAEHME KOTOpOoro siBrseTca obsisatenbHblM npw
HabniogeHun  BepemeHHblX, cornmacHo  AeicTeylowemy [lopagky — okasaHus
MEANLIMHCKON NOMOLLM No Npodumo « AKYLUEPCTBO», YTBEPXXAEHHOMY npukazom M3P®
Ne 572H. OgHako, 37O He cneundUYecknini U OTHOCMTENBHO 3MEKTUBHBLIA METOZ,
KOTOpPbIN MO3BONSAET [AWarHOCTUPOBaTb Hanuyme TONbKO TPEX XPOMOCOMHbIX
3aboneBaHuin: cuHgpom [ayHa, cuHpgpom 3nBapgca v cuHapom [lartay. CtaTtuctuka
noKasbiBaeT, YTO YMCMNO POXAEHHLIX AETeill C BbllleyKasaHHbIMWU XPOMOCOMHbLIMN
3aboneBaHnsAMM B akyluepckvux cTauuoHapax r. MockBbl HE CHMXAETCA W eXerogHo
coctasnsetr 0,06-0,08% ot Bcex pogoe. [Momumo 3TOro, AuarHocTvka psga
XPOMOCOMHbIX U reHeTu4yecknx 3aboneBaHnin OCTaeTCA 3a paMKamu npeHaTtanbHoro
CKpuHuHra. Bce BblwenepeyncrneHHble akTel yKasbiBalOT Ha HeobXo4nMocTb
pa3paboTkn 1 BHeAPEeHWs1 HOBbIX WHHOBALMOHHBLIX METOAMK, W B 3Toi obnactu 3a
rnocrnefHee BpemMs AOCTUrHyTbl Bonblune ycnexu.

B aToi cBA3W pasBuTWe NPeAVKTUBHON MeAMLUMHbI npeanonaraeT BHeapeHue
BbICOKOTEXHOMOIMYHbIX MEONLIMHCKNX yCnyr, hopmMmupoBanHne eanHon
NHpopmaLMoHHON Basbl, a TakKke TeCHOe B3auMOAENCTBNE HAYYHOro U NPaKTUYECKoro
HanpasneHnn. Kpome Toro, Heobxoauma noagepka co CTOPOHbI CPEACTB MaccoBOW
UHopMauun ans WHOOPMUPOBAHUA HaceneHus 0 BO3MOXXHOCTSX COBPEMEHHON
MeONLMHbI.
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PASOEN 1. NPEHATANIbHAA OQUATHOCTUKA

1.1. HemnBasnBHas nperHaranbHas gUarHOCTUKA

ObHapyxeHue sHekneTo4Hol [IHK nnoga ceoBoaHO umMpkynupytoLLeil B nnasme
MaTepyu MO3BOMWIIO MNOMYYNTb HOBBLIA METOA CKPWUHWHIA aHeynnouavin nnoga -
HEeWHBa3WBHbIN npeHatanbHbiin TecT (HWUMT). Mockonbky BHekneTtouHas [JHK nnoga
npeogonesaeT rematonnaleHTapHblil Hapbep 1 nonagaeT B MaTtepuHCKM KPOBOTOK,
TO MPOCTO B35IB KPOBb y OepemeHHOi, MOXHO OOHapyXuWTb XpoOMOCOMY Y nnoja,
n3bexaB npy 3TOM pUcKa BHYTPUMATOYHOTO BMelLaTeNbCTBa, KOTOpoe HeobXoanmo
ANA NONyYeHns KNeTok nnoja Ha uccriegosaHne. KoHueHTpauus BHekneToudHon OJHK
nnoAa B CbiBOPOTKE BepemeHHon ¢ 9 Heaenb B cpegHem cocTasnsaeT 10% oT obLero
obbema BHeknetoyHon [HK. T[lpoueHT deTanbHOn dpakumn HapacTaeT ¢
yBEnu4YeHneMm cpoka bepemMeHHocTH.

WccnegoBaHna  nokasann — BbICOKYHD — 9(pheKTMBHOCTb  HEeWHBa3WBHOro
NnpeHaTanbHOro TecTa B OTHOWeHWW Hauboree 4acTbiX aHeynnovguin nnoga
(cuHppomos [layHa, Saeapaca, lNatay, TepHepa), koTopble cocTasnaioT 95% oT Bcex
XPOMOCOMHbIX aHoManui. Boisenaemocts Tpucomun 21 npu HUMT npesbiwaet 99%
npy YPOBHE NOXHOMONOXNUTENbHbLIX pe3ynbTaTtos okono 0,1% (pwuc. 1).
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PWUCYHOK 1. METO[ TECTUPOBAHWA KPOBW MATEPW HA AHEYMNOWAWIO NNOOA

Tect «Panorama» - eAWHCTBEHHbIA, NPU KOTOPOM CMELMAnbHO CEKBEHUPYIOT
OAHOHYKNeoTnaHble nonumopcuamel (SNP) n pasgensioT reHoTun martepu M nnoaa.
[ina Tecta moxeT ucnonb3osatbest [JHK oTua, BbligeneHHas us BykkanbHOro maska.
Obpaszel, B3aTLIN Y 0TUA, MOXET ObITb MONE3eH AMA YCKOPEHWs NOoNyYeHns oTeeTa U
CHWXeHMsi pucka nepesabopa KpoBu, Ha TOYHOCTL pesynbTaTtos oTtcyTcTene AHK oTtua
He BruseT.
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WccnepoBaHusa, nposeaeHHble coBmecTHo ¢ akagemukom K.I'. CkpsOuHbim,
nokasanu BbICOKyl0 ' adpdpekTBHocTe HWIMT Ana  AnMarHoCTWKM  XPOMOCOMHbBIX
3aboneBaHunii, YTO MOMOIIIO 3HAYNTENbHO CHU3UTL KONMMYECTBO MHBA3UBHLIX npoueayp
W YCTPaHUTb CBA3aHHbINA C HUMKM puck noTepy GepemerHocTi. HUMT Takke MoxeT ObiTb
nore3HbIM B KaYecTBe BTOPOro TecTta no pesynbtataM KOMOWHWPOBaHHOTO CKPUHWHIA,
OCHOBaHHOMO Ha AaHHbIX YNbTPa3BYKOBOTO W GMOXMMUYECKOro WCCreAoBaHnin u
BO3pacTa marTepu.

PesynbTaThbl NCCNEAOBAHNA MoKasanu, YTo aHanna cBoboaHOLMPKYMPYIOLWEN
BHekneTouyHon [JHK nnoga B KkpoBM MaTepu C WUCNOMb30BaHWEM TapreTHoro
ceksenuposanus SNPs Ha xpomocomax 13, 18, 21, X, n Y ABNseTcA TOYHbIM METOA0M
oBHapy)XeHWsi ayTOCOMHbIX aHeynnouawin, aHoManuin MosfioBbIX XPOMOCOM U
Tpunnonanu y nnoga ¢ 9 Hegenb 6epeMeHHOCTH U MOXET ObiTb PEKOMEHA0BAHO BCEM
BepemMeHHbIM B KauecTBe BbICOKO ah(heKTMBHOMO NpeHaTanbHoro CKpUHUHrA.

3a nepwog ¢ 2013 no mait 2016 r. Hamu uccneposaHo 4012 obpasLoB KpoBY,
copepxalleii ceranbHylo [HK. O6pasubl MaTEpPUHCKOW BEHO3HOW KpoBM Obinu
nonyyexbl y 2028 nauneHTok ¢ oAHONMOAHON BepeMeHHOCTbIO Ha cpoke oT 9 Ao 24
Hegenb. 1109 ns 2028 obcneposanHbix coasanvu HATMT B ©BA3KW C BLICOKUM PUCKOM
aHeynnonaun nnofa no pesynbratam KOMOWHWPOBaHHOTO NPeHaTanbHOro CKPUHMHIA.
B 39 HabniogeHunsx no pesynbtatam HWUMT nonyyYeH BbICOKWIA PUCK XPOMOCOMOW
natonornn XN, n 37 6GepemeHHbIM Ans NOATBEPXAEHMs AuarHosa nposefeHa WM
(ABE MaUMEHTKU C BLICOKMM PUCKOM aHOMaswii No nosioBbIM XpOMOCOMaM OTKa3anuch
OT UHBA3NBHOIO BMelLaTenscTea) (tabnuua 1).

PE3YNLTATHI MPEHATANBHOMO KAPUOTUMMPOBAHWA CPEOW NMALUMEHTOK C BEICOKWMM PUCKOM MO
HEWHBA3WMBHOMY NPEHATANBHOMY TECTY

TABJTALIA 1
MoaTeepaeHs.l
Puck no HAMNT KoaneCTBq Kapmg‘mnmli)oaaHmeM
HabnogeHun

c. layHa 28 27

c.opeapaca 3 2

c. Matay 1 1

nonunnonans 1 69, XXX

c. TepHepa 2 2

aHomanua X XpoMOCOMBbI 2 del X, XXY

XYY 2 oTkas ot UMNA

BCEro 39 35

Mpu nccnegosaHnu cetansHoit JHK ¢ ncnonbaosaxnem SNPs Gbinun npaBuibHO
naeHTuMLMpoBaHsl 27 cnyyaes Tpucomumn 21, 2 — Tpucomun 18, 1- Tpucomun 13, 2 —
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MOHocomun X, 2- aHomanuu X xpomocomel. [on nnoga onpegeneH npaBuibHO BO BCEX
crnyvasx. M3 28 naumeHToK ¢ BbICOKMM puckom c.[layHa no pesynstatam HUIMT npu
KapuoTunupoBaHum Tpucommsa 21 XpomocoMmbl noaTeepxaeHa B 27 HabnogeHwsx,
OTMEeYeH 1 NOXHOMONOXUTENbHbBIA pe3ynbTaT. JIOKHoOTpULATENBHbLIX Pe3ynbTaTos Mo
«Panorama» - Tecty Hamn He ObINo nonyyeHo. Takum obpa3om YyBCTBUTENBHOCTb
HUMT ana c.JayHa B Hawem wccriegoBanmm gocturna 100%, nonoxuwTenbHbIA
npeAckasaTenbHbil pesyneTaT ansa Tpucomun 21 coctaBun 96,6% npu ypoBHe
noxHononoxuteneHbix otBeToB — 0,05%.

PUCK XPOMOCOMHbBIX AHOMANWIA MO OAHHEIM HEMHBA3WMBHOMO NMPEHATANBHOMO TECTA (HUMT)
CPEOV MALUMEHTOK C M3BECTHbBIM MCXOO0OM BEPEMEHHOCTH

TABNNLA 2
KONM4ecTeo Beicokunn puck XA %
Mokaszanua k HAMT HabnoaeHun no NIPT

BospacTt >35 364 8 2,2
Bobicokuin puck XA npu
BMOXMMNYECKOM CKPWHWHIe 224 8 3,6
Boapact >35 + nameHeHve EM 282 19 6,7
HI3KWiA PUCK MM HE NPOBOANIICA 334 2 0.6
BMOXMMNYECKNIA CKPUHWHT
BCEro 1204 37 3.1

BepeMeHHOCTH, OTHECEHHBIE K rpymnne BbICOKOro pucka tpucomuin 21, 18 n 13
XPOMOCOM Ha OCHOBaHWW BO3pacTta MaTepu, [aHHbIX YNbTPasByKOBOrO W
BUOXMMNYECKOro UCCReaoBaHnii CbIBOPOTKN KPOBM MaTepw, ABMAIOTCA NPUYMHON, Mo
KOTOPOW pOoAWTENW MPWHUMAIOT PeLleHne O MHBA3WBHOM BMELLATENbCTBE C LEnNbio
KapuoTunupoBaHua nnoga. B Hawem uccriegosanun 1239 BepemeHHbIM y[anoch
nsdexarb WL, cBA3AHHON C PUCKOM OCIOXHEHWN.

XoTa B OOMbLWWHCTBE CTpaH CKPWUHWHI aHeynnowgun, no CyLllecTsy,
cdhoKycupyeTcsa Ha CKpWHWHre TpucoMmuu 271 XpOMOCOMbI, UHBa3NBHaA AuWarHoctuka B
rpynne c MoNnOXUTENbHLIMU pe3ynbTaTaMi CKPpUHWUHra MNpUBOAUT K OBHapyXeHuto
MHOXECTBa [AOMOSIHUTENbHbIX KIWHWYECKW 3HauyumblX adeynnougun. B gaHHom
nccnegoBaHun 6binn BeisiBneHbl Tpucomus 13, 18, moHocomus X, c.KnanHdpensTepa,
avcomus Y XpOMOCOMbI, MONUNAOUANA 1 MUKpoAeneums X XpOMOCOMbI.

Kak nokasaHo B gaHHOM uccrepoBaHwy, DonblMHCTBO BepemeHHocTen, npw
KOTOPbIX KOMOWHUPOBAHHBIA TECT BbIABUM BbICOKMIA puck Tpucomuu 21, 18 wnnm 13
XPOMOCOMbI, SIBMAKTCA 3yNNONAHBIMW, U B TaKWX Criyyasx, UCrnonb3oBaHne aHanusa
heTtanbHon [HK nomorno sHayvtenbHO CHU3UTb KONMWYECTBO HEHYXKHbIX WHBa3WBHbIX
TECTOB W YCTPaHWTbL CBA3aHHbIN C HUMW puck notepu BepemenHoctn. HUMT Takke
MOXeT ObITb MONEe3HbIM B Ka4eCTBE BTOPOro TecTa no pesynbrataM KOMOUHVPOBAHHOMO
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CKPVHWHra, OCHOBAHHOrO Ha [OaHHbIX YNbTPa3BYKOBOrO U OMOXMMWYECKOro
nccnegoBaHuii U Bo3pacTa MaTepy.

B wccnepoBanue Takke Obinn BkMoYeHbl GepeMeHHble C HU3KMM PUCKOM
XPOMOCOMHO NaTonornun, OAHaKko v B 3TON rpynne B 2 HabnioaeHUsAX Mbl ee BbISBUNN
npv nomowm wuccregosanuss  detanbHon [OHK. CneposaTtenbHo, aHanus
ceobogHoumpkynupylowen BHeknetoyHon [OHK nnoga B KpoBn maTtepu C
NCNonb30BaHNEM TapreTHoro cekBeHupoBaHua SNPs sBnsieTcss TOYHbIM METOAOM
oBHapyXeHusi ayTOCOMHbIX aHeynnouawin, aHomarnuim nosioBbIX XPOMOCOM W
Tpunnonauun y nroga y Bcex bepemeHHbIX XeHLWwnH ¢ 9 Hegenb BepeMeHHOCTU 1 MOXeT
ObITb peKOMEHAOBAHO B KAYECTBE BbICOKO 3(hhEKTUBHOIO NpeHaTanbHOro CKPUHUHIA.

1.2 ﬂpenmnnan TAHOHHAA FreHeTnYecKan guarHoOCTHKa

(rnrag)

Ha cerogHAwHMA  OeHb  nokasaHunem  Ans  NpUMEeHEeHUMs  MEeTOAOB
BCMoMoraTenbHbIX PenpoayKTUBHbIX TexHonornin (BPT) ABNAOTCA He TONbKO XeHCKoe
n myxckoe Becnnogue, HO U pPasNnYHble XPOMOCOMHbLIE VI MOHOTEHHbIE 3aboneBaHus,
HOCUTENbLCTBO TpaHCNoKauwun, Tshkenaa copma remonuTuyeckon BonesHu nnoga wu
HOBOPOXAEHHOTO, OHKOMornyeckne 3aboneBaHus. [MpenMnnaHTauMoHHas
reHeTnyeckass guarHoctuka B mMupe npoBoguTtcs yxe 6onee 20 neT u sABnseTcs
nepefoBbiM W NEPCNEKTUBHBIM HanpaBfeHWeM B KIMHUYECKOW npakTuke Ans
VCKMIOYEHNA poXAeHWs reHetudeckn 6onbHOro pebeHka npu  MCNonb3oBaHUK
BCMoOMOraTenbHbIX  PEenpoayKTUBHbLIX  TexHonornin. CyTeb  [aHHOW  METOAWKW
3akniovaeTcs B uccnenoBaHum aMOpuoHa Kak Ha XPOMOCOMHOM, Tak M Ha reHHOM
YpoBHE OO0 MOMEHTa MepeHoca ero B opraHnam marepu. B utore npegocraBnseTcs
BO3MOXHOCTb MEPEHecT! eAWHCTBEHHbI 340POBblA 3MOPMOH B NOMIOCTb MaTKW W
poanTe pebeHka ©6e3 reHeTMYecKMX WM XPOMOCOMHLIX 3aboneBaHuin y nap,
ApnAlLWMMNCA HocuTenamn aTux 3abonesanwvin. o BHegpenwns [T poxaeHue
3f0poBoro pebeHka npu HOCUTENbLCTBE HAaCNeACTBEHHbIX 3aboneBaHnin y poautenen
BbIN0 HEBO3MOXHO.

ViccnepoBaHue KNeTOK HepasBMBAIOLWEro XOpWOHA, MOMYYEHHOro B pamkax
nporpammel BPT, nokasano, 4to aHeynnonaus (aHomMarnbHOE YMCNO XPOMOCOM) MOXET
ObiTb npeacrtaBneHa nwbon m3 24 xpomocom. CrnegoBaTenbHO, AN OOCTUMXKEHMSA
rnaBHomn Lenu npu npumeHennn BPT - poxgaeHusa 34opoBoro notoMmcrea, Heobxoammo
00 nepeHoca aMbpuoHa B MNOMIOCTb MATKW WCCNenoBaTb Yy HEro mMakcumManbHO
BO3MOXHOE KONMNYECTBO XPOMOCOM.
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Ha cerogHAWHWA [AeHb, LUMPOKO MpUMEHsiemMbli B nabopatopusix MeToq
cpaBHuTenbHOW reHomHon rmbpuansaumm (CGH) 3apekomeHgoBan cebs  kak
BbICOKO3(D(PEKTUBHLIN MeTod [/ OUeHKM XPOMOCOMHOro craTyca B eAMHUYHbLIX
Knetkax amBpuoHa 1 ctan 30noTbiM cTaHaapToM. C BBeAEHMEM B MpakTUky MeToda
BUTPUMKaLun (3amopaxkmBaHnsi) aMOpuMOHOB Ha cTagum OnactouncTbl, Guoncuto
TPOhIKTOAEPMbI CTanu MpoBoAUTb Ha 5 cyTkM (puc.2), YTO [ano BO3MOXHOCTb
nony4nTb OT ambpuoHa Bonbluee KONMYECcTBO KNETOK, a, crnegoBaTtensHo, n [HK.

OpHako,  MHoOrouucrieHHble  paboTbl  Mnokasanu, YTO Ha  CTaguu
AOUMMNNAHTALMOHHOrO pas3BuTuA, B Oomnbliom npoueHTe ambpuoHoB HabniogaeTtcs
MO3anuUn3M - HanmMyne B OOAHOM OPraHu3me JIMHWIA KNEeTOK C pasHbiM XPOMOCOMHbLIM
Habopom. To4yHOro oOTBeTa, KakOW MNPOLEHT KIoHa C aHeynnonawen, a Kakom C
HOpMaribHbIM XPOMOCOMHbIM HabOpOM He MOXET [aTb HU OAVH W3 CYLLEeCTBYIOWMX Ha
CErofHALWHNA AeHb METO0B.
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PUCYHOK 2. BMOMNCKUA TPO®SKTOAEPMbI PWUCYHOK 3. MPUMEP MOJIEKYNAPHO-
FEHETMYECKOTO 3MBPUONIOTMYECKOI O 3TAMNA
nPWY Nra MyYKOBMNCLIMOO3A

Bce wccneposatenu v MeguuUMHCKas NpakTuka nokasanu, YTo COOTHOLUeHWe
HOPMarnbHOro U NAaTONOrMYHOrO KNoHoB umeeT Bonbluoe 3HaYeHne Ans ganbHenwero
pa3suTusa ambpuoHa. To, 4To nepeHoc amMBpnMoHOB Be3 reHeTNYeCKoN NaTonorum B pasbl
YBENUYMBAET YPOBEHb MMNMAHTALMM, BblHALLMBaHUA BepeMeHHOCTH, YXe He Bbl3biBaeT
HW y KOro COMHeHW#. Yang Z. ¢ coaBT. B cBoell paboTe pekomeHOyeT CeneKkTMBHO
NEepPeHoCUTb Kak MOXHO MeHblue 3MOpMOHOB C Yy4yeToM BO3pacTa, aHamHesa W
NPOBEAEHHbIX paHee UMKMAOB, NMpu 3ToM npeasaputensHo npoeogute [IMC. [pwu
nepeHoce Tonbko ogHoro ambpuoHa nocrne MMC  GepemeHHocTs nony4veHa B 70,9%
crnyvaes.




HAYYHbIE OOKIAObI
POCCUACKOW AKALLEMWU HAYK

B MNepuHaTtanbHom meguumHckom ueHTpe K «Matb n guta» sbinonHeHo 1209
nporpamm 3KO ¢ M. lMporpamm y nauuweHToB ¢ Becnnoguem nposegeHo 1037
(85,8%), y thepTunbHblx nauneHToB — 172 (14,2%). CpegHnin Bo3pacT (hepTuibHbIX
NauMeHToB nNauMeHTbl C  MOHOreHHblMuW  3aborneBaHusiMKW,  TpaHCroOKaunsamu,
nHBepcuamu, ¢ Rh-ceHcmbunusaumein  coctaeun 32,4+3,2 roga. B pesynbrate
poaurniocb 48 3gopoBbix pebeHka y nap ¢ MOHoreHHbiMu 3abonesaHuamu n 14 Rh-
oTpvUaTenbHbIX AeTeN Y nap ¢ TsKenon dopmoil remonuTnyeckon GonesHn nnoga B
aHamHese. Tak, Hanpumep, B knuHuke MK «Matb 1 anta» Bnepeble B Poccun poguncs
30opoBbli pebeHok nocne npumeHexnmsa metogos [N y napbl, rae oAWH U3 poavTenei
ABNAETCA HOCUTENEM TaKenenwero sabonesaHns — MmykosucLmaosa (puc.3).

1.3. Merog BbICOKOMPON3BOGHUTEITBHOI0 CEKBeHMUPOBaHHUs

(NGS): npenmnnaHTayMOHHBIN FreHeTUYEeCKHH CKPUHUHI

OcTaeTcAa [0 cuX MOp OTKPbITBIM BOMPOC O MO3auuM3Me, He3HaYUTEeNbHbIX
XPOMOCOMHbIX MepecTpoek (geneuuu, gynnukaumn) y ambpuoHoB. [axke metop
CpaBHUTENbHOW reHOMHON rMbpuan3aumMnm He Bcerga TOYHO MoKasblBaeT, ecTb NN Y
KOHKpeTHoro ambpuoHa Mo3auuu3M, XPOMOCOMHbIE nepecTpoiku. [Ana nepeHoca
oMBpuoHa, 3HaHMEe O COOTHOLIEHWM KITOHOB WMEET MpUHUMNManbHoe 3HavyeHue.
MNpumeHeHne BbICOKONPOMU3BOAMTENbHOIO cekBeHuposaHus (NGS), Bonee uyeTko
yKasblBaeT Ha Hanuyne mosauuusma y npenmMniiaHTaunoHHbiX 3MOPUOHOB, 4TO
no3BonAeT BblbpaTb 340poBble aMOPUOHbLI ANA NepeHoca.

K ocHoBHbIM aTanam NGS MOXHO OTHECTU:

1) BblaeneHue, nonyvyeHme parMeHToB
onpeaeneHHon anvHel AHK;

2) npuKpenneHne aganTepoB Mo Kpasm
hparMeHTOB;

3) amnnudmkaumsa kaxgoro pparmerra AHK;

4) onpegeneHwne HyKNeoTUaHon
nocnepoearensHocTn parmerHToB AHK;

5) OnonHdhopmMaTU4ecKknin aHanms gaHHbIX.

PUCYHOK 4. CEKBEHATOP (FTEHETUYECKWI AHANM3ATOP)




_ HAYYHbIE JOKMNAABI
POCCUINCKON AKALEMUW HAYK

MpuHumn metoga NGS (Next Generation Sequencing), npuHUMNWANBHO
otnuyaetca ot apyrux metoaos [C (puc.4). JaHHblil METOA OCHOBAH Ha onpeaeneHnn
nocrnefoBaTeNbHOCT  HYKMEWHOBBLIX  KMWcnoT.  [ns  nonydyeHus  pesynbTarta
uccnegyemyto [JHK BHauyane moancuumpyloT M CO34AI0OT KOMMEKUWIo CryvaiHbiX
dhparMeHTOB HY>XHOW CTPYKTYpbl.

LUivpokoe BHegpeHue B KIWHWYECKYHD MpakTWKy HoBoro metoga - NGS
no3BonsAeT wuccrnefosBaTb Bce 24 XpoMOCOMbl 3MOpMOHA, YTO B HECKONbKO pas
MOBbILWAET YacToTy UMMMAaHTaUWMK, WCKMYWTL NaToMOrMio Mo BCEM XPOMOCOMAaM
ogHoBpemeHHo (puc.5). CekBeHWpoBaHWE MO3BOMAET YETKO AWarHocTupoBaTb Y
oMBpPMOHOB MO3aunumMaMm, Aynnukaumu v geneuun. Ons AWMArHOCTUKWM UCMONb3YOT
reHeTUYEeCcKU aHanusaTop - cekBeHaTop HoBoro nokonexusa. [T metogom NGS
NO3BONAET CHW3UTb PUCK MHOrOMMoAHON B6epeMeHHOCTH, BbiKUAbILEN N TEM CaMbIM
no3BongeT ynyywnTs adhdekTneHocTe npoueayp KO B 1,5 pasa.

NabopaTtopusi monekynspHon reHeTukn K «MaTtb n guTA» eQuHCTBEHHAs B
Poccun ocHaweHa obopygoeanvem pana nposegeHna metoga NGS. C  uenbio
BbISIBMIEHWA  YPOBHSA  aHeynioumaum  MeTofoM  BbICOKOKOMPOW3BOAUTENBHOIO
cekeeHupoBaHnsa NGS y ambpuoHoB, nony4vyeHHbix B nporpammve BPT, Hamu ©bino
NMPOBEAEHO MUccneaoBaHue KNeToK TpodakToaepmbl, MOSMyYEeHHbIX OT aMBpUOHOB B
pamkax nporpammbl IKO. bwuoncus TpodakToaepmbl npoBoAunack Ha 5 CyTKu
pas3euTtusa ambpuoHoB. B uccnegosarune Obino BrI4veHo 254 ambpuoHa, nony4vyeHHbIX
oT 97 nauneHToK B Bo3pacTe oT 22 go 48 net (cpegHui Bo3pacTt 37 net (16,3 neT)).
Y 6 xeHLmH BbIno NnpoBeaeHo No 2 uuknia ctumynaumn. Bece ambproHb! Bbinm nonyveHs!
onnogoteopeHnem metogom MKCW. B nccnegosanne Bbinn B3AThI Cynpy»Keckne napbl
C HopmanbHbIM KapuoTunom. lNMpumereHne metoga NGS no3Bonvno Ham ynyylwnTb
achdhekTnBHoCTb Npoueayp IKO B 1,5 pasa.

[MpenMnnaHTaunoHHbIl  FEHETUYECKMA  CKPWHWHI  NPOBOAWNN  COrfiacHo
TexHonoruu lllumina Ha npubope Miseq. JHK u3 kneTok TpodakTogepMbl nony4vanu
METOAOM MOMHOMEHOMHON  amnnudukaumn. [laHHble nony4yeHHble npubopom
obpabaTtbiBann ¢ nomollbk nporpammHoro obecnevyenus BlueFluse Multi. Ananus
kayectea nonyvyeHHon [JHK v Hanuuue KoHTamMuHaUMW npoBOAMICH C MOMOLLbIO
anekTpodhopesa, KoTopbll nokaszan otcytctBue [AHK B npucrnaHHbIX KOHTpOnsx wu
B 5 obpasuax, yto cocraeuno 1,96%. Takum obpasom, B AanbHenwee nccnegosaHme
Obinn BrkNtoYeHbl 249 obpasuoB. [eTanbHblil aHanu3 pesynbTaToB Mokasarn, 4To
4yacToTa BCTPEYaeMOCTW NaTonornu (MOHOCOMWS, TPMCOMMS, Aeneunn, Ayniaukauum,
Mo3auumam) xpomocom 15, 16, 21, 22 Obina BbilWe N0 CpaBHEHWO C APYrUMM
Xpomocomamu. B pacuyeT He Bpann aMOpPNOHBI C MHOXECTBEHHLIMMW aHeynIonansiMu.




. HAYYHbIE AOKNAbI
POCCUMCKOW AKAOEMWU HAYK

PA3OEN 2. NPEMMMNNAHTALMOHHAA
FrEEHETUMYECKAA OUATHOCTUKA
HACJIEOCTBEHHbBIX OHKOJIOTMYECKUX
CUHOPOMOB

Tak kak T[] noseonseTr AwarHoctupoBatb y aMOpPWOHOB mMyTauuuy,
nepefasaemMble OT poauTened AeTsaM, 3TOT METOA MOXHO MPUMEHSATb TaK e Yy
depTUnbHbIX CYNPYXeCcKMX nap C BbICOKUM PWUCKOM pPas3BUTUS OHKONOrMYeCKoro
3aboneBaHus y noTomcTBea.

[nsa HacnedcTBeHHbIX (hopm paka obbIMHO XapaKTepHbl MyTauuu, KOTopble B
3HAYWUTENbHON CTEMEeHW MOBbLIWAKT PUCK pa3BuTUs 3aboneBaHuss - ayTOCOMHO-
AOMWHaHTHBIN TUN HacrneaoBaHus (T. €. HOCUTENW MyTauMin B reHax MOryT nepegarb
3Ty MyTauuio cCBOMM JeTaAM ¢ BeposTHocTbio 50%). 3aboneBaHue y HocuTenen
MyTauuid 3a4acTylo passuBaeTcs B MONOAOM Bo3pacte. Takke ©Obino onucaHo
HECKONIbKO ~ CMHAPOMOB, XapaKTepu3YIOLIMXCHA ayTOCOMHO-PELIeCCUBHBIM — TUMOM
HacneaoBaHuA. Tonbko B TOM cnyyae, ecnu oba poautens ABMASKOTCA HOCUTENSIMU
MyTaLuu, BEPOATHOCTbL MaHudecTaummn 3aboneeaHusa y notomcTea coctaBnsaet 25%,
TO €CTb BEPOATHOCTb poXaeHns 3goposoro pebeHka coctasnsaeT 75%. (tab. 3).

HAWBONEE KNNMHWYECK 3HAYMMBIE CMHAPOMbI HACNEACTBEHHOW NPEAPACTONOMEHHOCTU K
OHKOJIOTMYECKUM SABEONEBAHUAM

TABINVLA 3
CuHppom [eH d®eHoTunNnYeckne ocobeHHoCcTH Hactora B
nonynauun
CuHgpom Pak mMono4yHon »enesbl, ANYHNKOB,
HacneacTBeHHOro BRCA | TONCTON KWLLKKN Y YKEHLLNH 1 Ha 500
paka mMono4Homn 1
Xenesbl/AnYHNKOB
CuHgpom Pak Mono4Houn »enesbl 1 ANYHUKOB
HacneacTBEHHOro BRCA |y O KeHWMH/rpygHOW kenesbl Y 1 na 1000
paka MornovHomn 2 MY)XYWH, paKk npoctaTbl, pak
Xenesbl/sNYHNKOB MOMKENyA04YHOM Xernesbl
MHOXeCTBEHHblIE  aAeHOMaTO3HbIE
MonnMbl BEPXHUX U HUXKHUX OTAENOB
CeMeiiHblil KK TpakTa, gecMougHble Onyxosnm, 1 1a 5000
aNeHOMATOZHbI APC aNMAepMOonaHbIe KNCTbI " B
nonvnnos EpEpSH 1 Ha 10000
runepTpodusa/runepnnasns
MUrMEHTHOrO ANUTENVA CeTYaTKu

ol
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" Kono 7
HacnencTBeHHbIi MLHT1, pPeKTaNBHBIN pak, pak
2 MSH2, | aHOomMeTpus, pak ANYHUKOB,
HEeMoNMNO3HbLIN
» MSHS6, | xenygka, OpraHos 1 Ha 400
KonopeKTanbHbIn PMS2 5
paK , | MOYEBbIAENUTENBHO CUCTEMBI,
PMST | onyxonu mosra
MapaTtnpuogHele aflEHOMBbI,
MHoxecTBeHHas NUMNOMBbI, 3HTeponaHkpeaTuveckne
3HOOKPMHHAsA MEN1 onyxonu, adrnocubpomel nuua, 1 Ha
rmnepnnasunsa Tin racTPUHOMBI, KosinareHombl, 100000
1 VHCYNMHOMbI, Onyxomnv nepegHei
gonu runogmsa
MHoecTBeHHas MegynnapHblid  pak  LWWMTOBWUAHON
SHAOKPWHHAS xenesbl, napatupeongHble
AOKD RET patipeona 1 Ha 30000
rmnepnnasus Tnn afeHoKapLMHOMbI,
2 heoxpomaunToMbl
CuHgpom Jln- P53 Pak mMomnoyHoi >Xenesbl, capkoMmbl, &Ko
PpaymeHn NEeVKO3bl U OMNyX0nnm Mo3ra P
5 SMAD | N'amapTtoma bl nnb "
R PTOMAaTto3Hble MONUMbl TOHKOMN
——— 4, KULLKW, NONUNbI Xenyaka (peako) 1 Ha
BMPR 100000
cuHOpPOM 1A

Mo paHHbIM nuTepaTypbl Hawbonbwee konudectBo [1I[] BbINOMHAETCA Y
HocuTenen wmyTtaumin B reHax BRCA1/BRCA2. [Ona onpegenenns myTauui
ucnonb3yetca MeToa cekeBeHupoBaHust B [OHK knetok nepudepuyeckon KpoBw.
PacnpoctpanenHocTe myTtaunn BRCA B nonynaumm B uenom coctaenset ot 1/500 oo
1/1000 xeHwwuH. MaTtepuanom Ans reHeTUYecKoro UccrefoBaHua mMyTauui B reHax
MOFYT CHyXWUTb NONAPHbIE Tenbua, Onactomepbl, KIETKW TPOO3IKTOAEPMbI.
[narHocTvkn NPOBOAMNNCE W Mpu Aynnukaunax n npy geneunsx reHos. benkn BRCA1
n BRCAZ2 cBssbiBaloT peLenTop aCTPOreHoB N penpeccupyeT ero TPaHCKpPUNUUOHHYO
dhyHKUMIO, caoepxuBaa M3bbITOYHYIO nponudepaumio KINeTok MOJSIOYHOM XXenesbl W
OPYrvX 3CTPOreH-3aBMCUMbIX OpraHoB. Havbonee BbICOKMI yPOBEHb 3KCMPECCun reHa
HabntogaeTca B KNeTkax MOMOYHON »Kenesbl N ANYHUKOB.

Ha cerogHsAlWHWA AOeHb, KNWHWYEcKoe 3HaveHue myTtaunin reHoB BRCAT n
BRCA2 kak hakTopoOB pucka HacneacTBEHHOro paka MOJIOYHON »Xenesbl U paka
ANYHWKOB XOPOLUO AoKasaHo. CYMTaeTcs, YTo BKNag aTUX HAacneACTBEHHbIX MyTaunn B
obLWMin Nyn HacneacTBEHHOro paka MOfoYHoW Xenesbl coctaBnseT okorno 20 %.

Y XeHWuH ¢ myTaumamu reHa BRCA1 puck pasenutvns paka MOOYHON Xenesbl
cocTaBnsAeT okono 75% B Bo3pacte Ao 50 net, k 70 rogam - go 85-90%. Puck passutus
paka KoHTpnaTtepanbHoi xenesbl coctaensaeT 50% B 50 net v 65% B 70 net. Puck
pas3BUTUA onyxonen AandHnka coctaenseT 29% B Bo3pacTe o 50 net n 44% B 70 ner.

=
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Mpu myTaumsax reHa BRCA2 puck passutis onyxonein MONOYHOW Xenesbl Hixke,
yem npu mytaumax BRCA1, u coctaensieT 65% (aons gsyctopoHHero PVK coctaenset
5-20%). B cnyyae ecnu y ogHoro/obonx poguteneii BeisiBrneHa mytauus reHos BRCA1
n BRCA2. CemeiiHaa napa [ofKHa MPONTY reHeTU4eckoe KOHCYNbTUMpOBaHWe Y
cepTUMLMPOBaHHOro creuuanucTa reHeTmka.

Hamwu BbinonHeHo 369 nccnegoBaHnin Ha BbllLeyKa3aHHble MyTaLlun U BbIABNEHO
6 nauveHTok c aHomanusamu B reHax BRCA1 n BRCA2, ogHoi nauveHTKe npoBeaeHo
onepaTuBHOE nevyeHne (MacTakTomusl). ViccnegoBaHne Ha BbllleyKasaHHble MyTauun
JaeT npaBo nauueHTam 3HaTb O MPUHAAMNEXHOCTM K BbICOKOW rpynne pucka no
passuTuio  3aboneBaHuMA W MpPUHATL  NpaBWfbHOE  peLleHne:  caenatb
npodhunakTuyeckyto onepauuio (4To W caenana u3BecTHad akrtpuca AHmKenuHa
[bronn), dawe npoxoauTb [ucrnaHcepwusauumio Wnu  MNpPoBEeCTU MPEBEHTUBHYIO
XMMUoTepanmio.

Takum obpasom, paHHWe NpodunakTU4yeckme MeponpusaTUa Yy nap C BbICOKUM
pUcKoM poxgeHus pebeHka ¢ mMyTauumsiMu B reHax, npueogsilive BrnocrneacTtBuu K
OHKOMorvyecknm 3aboneBaHuaM, SABMAIOTCA akTyanbHbIMW  NPU  NNAHUPOBAHUK
OepeMeHHOCTM Yy Napbl C Hanuyuem HacneAcTBEHHOW NpeapacnosioXEHHOCTH K TOMY
UM MHOMY OHKonornyeckomy 3sabonesanuto. lMpevmMmnnaHTauUWOHHAsA reHeTnyeckas
AMarHoCTHKa Yy NauMeHToB C HacneacTBeHHOW (hopMO paka ABNAETCS MHCTPYMEHTOM
paHHel npodunakTukn nepegaym pucka BOSHUKHOBEHNS B MOTOMCTBE OHKOOMMYECKNX
3aboneBaHui.
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PA3LOEN 3. OHKO®EPTUJIBHOCTDb

OpgHon 13 cTpaTernyecknx 3agay B COBPEMEHHOW OHKOTVIHEKOMOTMN SBMSETCSH
COXpaHeHWe M OTCpoYeHHas peanusauus penpoayKTMBHOM (OYHKUWMMW Yy NauMeHToB C
OHKOMoruyeckumun 3abonesaHusiMu. MHorme 3snokavecTBeHHble HOBOOOpa3oBaHWS
BO3HWKAIOT Y XEHLWMWH B feTopoAHom Bo3pacte Ao 40 net. CtaTUCcTUKa BO3paCTHOW
CTPYKTYpbI OHKONornyeckon 3abonesaemocT 3a nocrnegHue 10 neT ceBugeTenscTeyeT
00 «OMONOXeHUW» MHOrMX Hosonoruyeckux copm. B penpoayktueBHom nepvoae y
XeHLWH Hanbonee YacTo AnarHocTupytoTes: pak weikn matkn (PLLUM), pak Mono4Hon
xenesbl (PMXK), pasnvyHbie Buabl MMMdOM, Nenkosbl, MeNnaHoMa, 3rokayecTBEeHHble
ONyXonn AWYHWKOB, FOMOBHOMO MO3ra, CAPKOMbl MSAMKUX TKaHEW W KOCTEN, a Takke
HekoTopble gpyrue. Tak, B Poccun, 3a nocnegHvne 11 neTt 3aperncTpvpoBaH npupoct
3aboneBaeMoCTu pakom LLeikn MmaTku Ha 26,2%, a paka MonoYHo xenesbl — Ha 20,1%.
He cHukaeTca n 3abonesaemMocTb 3NoKavyeCcTBEHHbIMM HOBOOBpa3oBaHMaMM y AeTein n
MoAPOCTKOB - remobnacrosamu, onyxonbld Bunmca, repMUHOrEHHbIMWU OMyXOnsiMu
AWYHWKOB, capkomMon KOuHra n gpyrumu.

B MOMEHT ycTaHOBNEeHWsi OHKOMOrM4eCcKoro AuarHosa, npu HESICHOM ucxoae
3abonesaHmnA, OONbLWKMHCTBO NaUMEHTOB BOMPOC 0 poXaeHun pebeHka B Byayluem He
MOAHUMAIOT, TaK Kak Ha MepBoM MecTe fnepe OHKOroramu CTOUT 3ajaya NpoBecTy
MakcumMarbHO 3dPEeKTUBHOE MPOTUBOOMYXONEBOE rneyeHne, 4To npeanonaraet
CUIOMWHYTHbIV, MakCMmanbHO pagavkanbHeli nogxoa v OeicTpoe Havano Tepanun 6es
pasMbILUNEeHNA 0 KayecTBe Oyayluen XusHu naymeHTkn. Ha atom atane npobnemy
COXpaHeHUs1 penpoayKTMBHON (DYHKLIMM OHKOMOMM CHMTAIOT HeakTyanbHOW Mo Npuy4nHe
HEOCBEAOMMNEHHOCTH cneunanvucToB 0 COBPEMEHHbIX BO3MOXHOCTAX
BCMOMOraTenbHbIX  PEenpoayKTUBHbIX  TEXHOMOrMW, a TaK e  OTCYTCTBUSA
MeXAMCLUMNIMHApPHOro noaxoaa K ato npobneme.

B cBs3M ¢ yny4dleHneM ANarHoCcTUKM U NeveHns OHKonornyecknx sabonesanuim,
MHOrMe nauneHTbl C OHKOMornyecknmun saboneBaHnsMM UMEKT XOPOLUMIA NPOrHo3 C
LONrOCPOYHbIMM NEepCnekTuBamn xusHn BonbHbiX. [NonHoueHHoe MHdopMWpoBaHne
DOorbHbIX U Hana)XeHHbIE CBA3WN C PENPOAYKTONOramMmmn NPUHOCAT XOpoLUMe pesynbTaThl.
Tak, no ganHbim M. Cayrac et al., 6onee 4em y nonoBuHbl 605bHBIX, HANPaBNEHHbIX K
penpoaykTonoram, yaanoch noryyeHue U coxXpaHeHue reHeTUYecKoro martepuana Ao
Havana nevyeHuns (NpenmyLLecTBEHHO B BUAE O0OUMNTOB), B AarbHeeM 6epeMeHHOCTb
HacTynuna y 43% coxpaHWBLUWX reHeTUYeCcKini MaTepuan.

-
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B Poccuu B criydae GnaronpusitHoro ucxofaa 3abonesaHuns nauveHTkam 4acTo
3anpellaeTca nrnaHmposaTb GepeMeHHOCTb Jae MPU COXpPaHeHUW PenpoayKTUBHbBIX
OpraHoB CO CCbINKOI Ha yXyAlUeHWe AanbHeilero nporHosa, YTo He COOTBETCTBYET
MUpPOBOW npakTuke. PaspaboTka HOBbIX BCroMoraTernbHbIX PEnpoAyKTUBHBLIX
TEXHONOTMA MpeanaraeT Uenbil psa anbTepHaTuB Ans MOSoAblX OHKONOrnyYeckux
BonbHbIX.

3.1. CoxparHeHHne reHeTH4ecKoro marepuana y

OHKOJIOrn4ecKkux 60sibHBIX PernpogyKTUBHOro Bo3pacra

B HacToswee BpemsA CYLUECTBYIOT clieaylolne BO3MOXHOCTM COXpaHeHus
reHeTn4yeckoro wmartepuana DOnbHLIX  3rOKa4YeCTBEHHbLIMW HOBOOGpaSOBaHMHMl’I:
KpnoKoHcepBaLuunsa Bruonornyeckoro MaTepwvana, ucnonb3oBaHne - OOHOPCKUX
ANLIEKNeTOK; MCMNoMNb30BaHme 3M6pVIOHOB [AOHOPOB, CypporatHoe MaTepuHCTBO.

KpuokoHcepsauusi buonozu4yeckozo mamepuarna. JlabopaTopHOn OCHOBOW
COXpaHEeHUs1 PEenpoayKTUBHOW  (DYHKUMM Yy MauUMEHTOK C  OHKONOTMYecKumu
3aboneBaHns MM ABMAETCA KPWOKOHCepBauns ANLEKNeToK, 3MOPMOHOB W TKaHK
ANYHUKAE.

B nabopaTopuax BcnomoraTenbHbIX PenpogyKTUBHBIX TEXHOMOTUIA MNOMy4YnIIn
pacnpocTpaHeHve ABa BMAA KPUOKOHCEpPBaUMKW: «Me[fIeHHOe» 3amopa)viBaHue W
BuTpUcpmkaums (puc. 5).

2. LN NN

PUCYHOK 5 A) BUTPUDNKALINA PUCYHOK 5 B) MEANEHHOE 3AMOPAXWBAHWE C
OBPA30OBAHWMEM KPUCTAJIIOB JIbAA
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B nepBom crniydae LenoCTHOCTL KNeTok obecnevnBaeTcs 3a CYET MEANEHHOro
KOHTpONMpyemoro noHmwkeHusa Temnepatypsbl (0,3-2,0°C B MMHYTY) Npu OTHOCUTENbBHO
HW3KON KOHLEHTpauun BELLECTB-KPUONPOTEKTOPOB, W3-3a 0Bpa3oBaHWs KpuCTansos
nbAa BO3MOXHOCTb rmbenn KneTtok HamHoro Bbilwe. [MoaTomMy Ans KPUOKOHCepBaLuun
ncrnonb3yeTca rnaeHelM obpasom meTon BuTpudmkauvun. Butpudukauma, wnu
cBepxObICTpoe 3amopakuBaHMe — MeTo[ KPWOKOHCEepBaLuW, OCHOBaHHbIA Ha
hun3nyeckom SBMEHUN Nepexoda KWAKOCTM Mpu  MOHWKEHUM TemnepaTtypbl B
cTeknoBugHoe coctosiHne 6e3 obpasoBaHua KpucTanmoe neAaa (nar. vitrum — cTekno).
Mpn BbLICOKOW KOHLUEHTpaUUW KPUOMPOTEKTOPOB W CBEPXDbLICTPOM  OXNa)geHun
XMAKOCTb NepexoauT He B KpucTannnyeckoe, a B CynepBa3Kkoe TBEPAOE COCTOSHME C
amMmopdHomn CTPYKTYpOR, yTO obecneunBaet nyyLuyo BbKMBAEMOCTb
BUTPUNLMPOBAHHBIX OOLMTOB, 3MOPWOHOB Ha pasHbiX 3Tanax passBuTus in vitro,
oBapvanbHOW TKaHW. 3amMopoXeHHble 06paslbl XpPaHATCA B JKWAKOM asoTe npwu
nocTosiHHOW TemnepaTtype -196°C, npu 3ToM poXXaeHue AeTei nocrne pasMmopaxxkuBaHus
ambpuoHoB, xpaHswmxca 10 net n onee Bo3amMoXxHO (puc. 6).

MposefeHue 00LLMTa Yepe3 pacTBOPbI KPHONpOTeKTOpa ¢
BO3pacTaloWei KOHYEeHTpauuel (He Bonee 15 MunyT)
OTtmbiBaHWE DOYHTA ¥neTpabeictpoe
o KpHONpOTeKTopa OTTauBaHue
KN (e Gonee 10 mukyT) /
MupkuiA azor
NorpyeHne KPHOTONA € OOLMTOM OouyT noarotosnen k pabore T=37DC 1
B MMAKHHA a30T (yabTpabibicTpoe 3amopakmBaHie) 4
MWH.
PHMCYHOK 6 A). MPOTOKON BUTPUPUKALIMIA PUCYHOK 6 B). MPOTOKOJT PASMOPAXXWMBAHWA

oounTOB

Kakoit Guonornyeckuin matepuan MOXHO BUTPUGULMPOBaTL C Nocrneaywmm
npMMeHeHnem?

L KpunokoHcepsaLusa amBproHoB

KpnokoHcepBauma 3mMOpMOHOB Ha pasHbIX CTagwsax
pasBUTMA  ABMAETCA  MNPU3HaHHBIM W CaMblM
3P hEeKTUBHBIM METOLOM COXpaHEeHUsa (PeEPTUITbHOCTH
n nosgonseT p[obutbca  cTabunbHO  BLICOKMX
pesyrnbTaToB.
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1. KpuokoHcepesauusi HeornnodomeopeHHsLIX 0oUUMmos

KpVIOKOHCGpBaLWIFi HeonnoAoTBOPEHHbLIX OOLINTOB -
BapWaHT, Hanbonee npwemneMbm AnAa nauneHTok,
KOTOpblEe HE UMEIKT B OaHHbI MOMEHT napTHepa u
HEe XOTAT WUCnonb3oBaTbk AOHOPCKYH chnepmy, a
TaKKe Ond uMerwmnx penurno3Hble N 3TUYECKNE
BO3paXKeHna NpoTvB 3aMopaXKnBaHWA 3M6pVIOHOB.

[l KpuokoHcepsauus u nocnedyrowas mpaHcrnnaHmayusi mkaHel Au4HUKO8

Y OHKOMOrMYecknx naumeHToK, He WMEeLWKUX [OCTaToYHO BpPEMEHW Ans
nonyYyeHns 3penbiXx OOUMTOB A0 Hayana Tepanuu, TpaauLVoHHaa KpUOoKOHCepBauus
ooUMNTOB npeacTaensieTcs npobnemaTtMyHoW Mo CpaBHEHUIO C 3amMopaXKMBaHUeMm
oBapwanbHoil TKaHu. KpuOKOHCEpBauusi TKaHM SUYHMKOB C Uenbio  Oyagyulen
TpaHcnnaHTauun He TpebyeT CTUMYMAUMN ANYHUKOB, CriefoBaTeNlbHO, MOXET OblTb
e[IMHCTBEHHBIM METO0M COXpaHeHusi (hepTunbHoCTY Y BonbHbIX AeTel (puc.7).

PUCYHOK 7. 3BABOP TKAHW AWYHWKA ONA NOCNEAYIOWENO 3AMOPAXMUBAHWA
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Wcnonb3oeaHue JoHopeKux  AUUEeKTemox. Ecnn B pesynbsTaTte
MPOTUBOONYXONEBOro fieYeHnss yHKUMS AWYHMKOB Obina yTpayeHa W BO3HMKNA
npexxgeeBpemMeHHass MeHonaysa, To Npu COXpaHeHHON MaTke BO3MOXHa bepeMeHHOCTb
C WCMNofb3oBaHWEM OOUMTOB APYrow >KeHLUMHbI. [JOHOPCTBO ANLEKNEeTOK MO3BOMsAeT,
4yToObI, MO KpalHen mMepe, OAWH U3 poauTenei (oTewl) UMEn reHeTUYEeCKyK CBsA3b C
pebeHkom. [loHopckne sIALEKNeTKM OnnoAoTBOpsAT B nabopatopun cnepmoin
napTHepa >eHLWWHbl unn fgoHopa C wucrnonb3oBaHnem metogoB OKO w nepeHoca
ambpuoHa B martky nauueHTku. MaTka gormkHa OblTb 340poBOKM, 4YTOObI NauneHTka
Morna ycrnewHo BbIHOCUTh BepeMeHHOCTb, MPUHUMas rOPMOHbLI 0 1 Nocne nepecanku
3MOpVOHOB.

3OMbpuoHbl O00HOpos. 3OMOPUMOHLI OOHOPOB TaKKe WCMONb3YyT B Cclyyae
OTCYTCTBMA AWYHMKOB WNN coxpaHuBlumxca sanueknetok. OHKW, kak npasuno,
nepegaroTcsA OT napbl Nocne ycnewHoro nevyexnnsa becnnoguna n adpcpektneHoro KO u3
ocTaBLUMXCA aMOPUOHOB M MOryT BbITb NepecakeHbl NaLMeHTKe ANs BblHALUWBAHUA.
Mpw ncnonb3oBaHuu [OHOPCKOro ambpuoHa reHeTuyeckasi cBA3b pebeHka C poaoMm
nauveHTKM W ee napTHepa OTCYTCTBYET, HO MpW COXPaHEHHOW MaTKe CTaHOBWTCS
BO3MOXHbIM JIMYHOE y4acTue NauveHTK1 B BbIHALUMBaHWW nnoaa.

CyppoecamHoe mamepuHcmeo. Ecnu naumeHtTka wumeeT CcoBCTBEHHbIE
AALEKNeTKn Wnv 3MOPMOHbI, HO HEe MOXET BbIHOCUTb pebeHka, unu ecnu npu
BblHaLLUMBaHWM BepeMeHHOCTN BbICOKM PUCKK NporpeccnpoBaHmns 3aboneBanns, MoxeT
OblTb UCMONbL30BaH recTaunoHHbIA HOCUTENb — Apyras XeHLWMHa, KOTOPON B MaTKy
NepeHocAT 3aMOpPUOH, reHeTUYECKN He CBSA3aHHbIN C Hell, HO CBSiI3aHHbIN ¢ BonbHOW 1
ee MyXxem.

B cnyuasx, korga oTcyTCTBYOT COBCTBEHHbIE ANLEKNETKN, BO3MOXHO peLueHne
npobremsbl Hecnnoansa ¢ NOMOLLbI0 CYpPpOraTHOrO MaTepUHCTBA, KOr4a UCMonb3yeTcs
[IOHOpCKasA sAvLeKneTka, OnnoA0TBOPEeHHas crnepmoit myxa ©OonbHoiW. [IpaBoBoe
perynupoBaHne MHCTUTYTa «CypporaTtHoOro MaTepuHCTBa» - OANH M3 CamMblX CMOXHbIX
BOMNPOCOB B COBPEMEHHOW IOPUANYECKOWN NPaKTUKe.

BHegpeHve B paboTy meTogos BMTpPMdMKaLMM OOLMTOB, 3IMOPUOHOB, TKaHW
ANYHWKA C NpoBedeHMeM rnocrneaylollen TpaHcnnaHTaumm — meTtodbl rry6okoi
3aMOpPO3KN TKaHEW W KMEeTOK, MO3BOMAKT COXPaHWTb W OTCPOYWUTL peanuaauuto
pPenpoAyKTMBHON MYHKLUMMN NPU  OHKONornyeckmx 3aboneBaHuAX nocrne CTONKoW
pemuccun. PaspaboTaHHble HOBble BCMOMOraTesibHble PenpoayKTUBHbIE TEXHOMOrMu
MO3BOMNAT MPeanoXvTb Uenblidi psag  anbTepHATMB  MOMOALIM OHKOMOTMYEeCKUM
BonbHbIM AnNA coxpaHeHuss UM epTUIIbHOCTW, MOMYYEHUS W YBENMYEHWS LUAHCOB
AetopoxaeHua. MexaucumnnuHapHbll noaxod K OKasaHWio MeAWLMHCKOW MOMOLLM
nauneHTKam hepTubHOro Bo3pacTa C OHKonorndecknmu sabonesaHnamm
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3akritoyaeTcs B paHHen AnarHocTuke oHKomnornyeckoro 3aboneBaHns, CBOEBPEMEHHOMN
KOHCynbTauunm penpogykronora ¢ nocrnegywowmm 3abopom  Buonoruyeckoro
Martepuana, nevYeHun oHkorornyeckoro 3aboneBaHus, peanvsauun penpoayKTuBHON
hyHKUMM nocne CTOWKON peMUccuu.

C 2009 no Hosi6pb 2016 rr. B oTaenennn KO lMNepuHaTtanbHOro MeauLMHCKoro
ueHtpa MK «Mate v guta» ©Obin npoBegeH 3abop marepuana y 40 nauymeHTok ¢
pasnuyHbIMKU  OHKONormdyeckumn 3abonesBanmamn. CpegHuin BO3pacT NaLMEHTOK
coctasun 27,9+10,0 net. B pesynbTaTte, nocrne nepeHoca pasMopoXXeHHbIX 0OLMTOB,
aMBpPVOHOB NauMeHTKam Npu HaCTYMNIEHUN CTONKON pemMuccumn nponsoLwsno 12 pogos u
B HacToAWMWA MOMEHT Yy 4 nauuMeHToK nporpeccupyowas ©BepemMeHHOCTb.
WcnonbsoeaHue NI y nap ¢ Hocutensamu reHeTnyecknx sabonesaHmin (MyKkoBucLenos,
agpeHoreHnTanbHell cuHgpom MapdhaHa, remodunua u ap.), y naumeHToK ¢ pesyc-
ceHcmbunusaumen, oHkonormyeckvmy saboneBaHMAMM MO3BONWUT CHU3WUTbL 4acToTy
aTux 3abonesaHni 1 3aTpaTkl Ha NeYyeHne n peabunutauunio, Heobxoaumble NauneHTam
C BbllUeyKa3aHHOW naTonornen MnoXxu3HeHHo. BuTpudukauns ©Ouonornyeckoro
MaTtepuana no3BosiMT obpecTn cyacTbe MaTEPUHCTBA NaumMeHTam C OHKOMNOrm4yecKumm
3aboneBaHuaAMN NOCne YCNeLwHoro neYyeHns, Yto paHee Obifno HEBO3MOXHO.

Takum obpasom, nposedeHHble uccriedosaHUusi M0380sI0M paccMampusamb
npedukmusHyro MeduyuHy Kak HanpaseneHue, obecrnevusarouiee CconpsxeHue
npeumniaHmayuoHHol U  npeHamarnbHol  OJuasHOCMUKU,  pernpodyKmooaul,
aKywepcmsa U auHekonoauu 0ns pa3pabomku cospeMeHHbIX Memodos 8bisgrneHus U
fieyeHus1 namonoauvyecKkux npoyeccos. Pazsumue u eHedpeHue & npakmuky mMemodos
rnpedukmusHou MeOUYUHbI 6ydem crocobecmeosanms 8bIABMNEHUID
npedpacrnosioxeHHocmu K 3aboriesaHusiM Ha 2eHHOM yposHe, Ouaz2HOCmUuKe
ycrniewHomy fnevyeHuro MHoaux 3aboneeaHull Ha paHHel cmaduu, a, 3Hayum, s1efsemcs
9KOHOMUYECKU 3¢hgbeKkmueHbIM HarnpasneHueMm e 30pasooxpaHeHuu U coyuanbHoU
nonumuke. Llllupokoe npumeHeHue npemnaHmayuoHHoU Oua2HOCMUKU M0380MUM
CHU3UMb YUCMO YUKIO8 3KCmpakopriopanbHozo orodomeopeHuss 3a c4yem
nosbiweHus aghgpexkmusHocmu 3KO.
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. HAYYHbIE NOKNAAbI
POCCUMNCKOWN AKAOEMWU HAYK

MHO®OPMALIA OB ABTOPE HAYYHOI O
UCCJIIEOOBAHMUA

Akagemnk PAH, JOKTOp MeauuMHCKMX Hayk, npocdpheccop
Kadeapbl akywepcTsa W TMHEKONOrMn neanaTpyuyeckoro
hakynbTeTa PHUMY, PyKOBOOMWTEMND LIMKOB
AononHuTensbHOro npodeccuoHansHoro obpasoBaHws Ha
Kadeape akywepcrtea W T[MHEKONormM negvaTpyuyeckoro
dakynbteta PHUMY vim. H.W. lMNMuporoea, 4neH MNpesnanyma
MpaeneHuns Poccuitickoro oblyecTsa akylUuepoB-rmHeKonoros,
MNMpepcepatens  [lNpesnanyma MockoBckoro  obuiecTea
akywepos-rmHekonoros, YneHom Obuwectea New European
Surgical Academy (NESA), uneH MexgyHapoaHon ®epepaummn
akywepos-ruHekonoros (FIGO).

Pogwncsa B 30 nioHa 1957 roga B Mockse.

| Kypuep M.A. Bo3rnaensn co gHsa oTkpbiTna (1994 rog) no
KYP uEp 2012 rog I'BY3 «LleHTp nnaHnpoBaHns CeMbin N penpoayKuumn»

MAPK HenapTtameHTa 3gpaBooxpaHeHuns r. MocKsbl.
APKALLEBUY B nepnog ¢ 2003 no 2013 rr. ABAANCA rMaBHbIM akyLLepom-

rHekonorom [enapTameHTa 34paBOOXPaHEHWA  TrOpoAa
Mocksbl. C ero y4acTMem CHWXKeHa B ropoae maTepuHckas u
nepuHaTanbHasa CMEPTHOCTb.

Mapk ApkagbeBuy SBNSETCA W3BECTHbIM  aKyLLepoM-
rMHEKOMoroM 1 NepuHaTonorom, MHMLMaATOPOM NPOABMKEHNA N
BHEAPEHNsT B MNPaKTUKy WHHOBALUWOHHBIX MeANLWHCKNX
TEeXHOMOornM. Bnapeet COBPEMEHHbBIMW meTogamm
XWPYPrM4yecknx BMeLLaTenbCTB B aKyLUEpCTBE WU MMHEKonormu,
BbIMOMHAEMbIMW NanapoTOMUYECKUM, NanapoCcKONMYeckum w
BarmHanbHbLIM 4OCTYNamu.

AsTop 200 ony6nnkoBaHHbIX paborT.

OcHO8Hble Hay4YHble QOCMUXEHUS:

BHEAPEHO NpoBeAeHVEe NpeuMniaHTaunoHHON reHeTudeckon awardoctukwm (MCA)
MOHOreHHblX 3abonesannin. MeTon nossonseT WMEeTb 340POBbLIX AETEM y nap c
reHeTUYECKMN (XPOMOCOMHBIMW U MOHOreHHbIMW) 3aboneBaHnAMKU, NPV HOCUTENLCTBE
TpaHcnokauuin, y »xeHwuH ¢ Rh-ceHcnbunusauvei, korga B nNonocTb MaTku NepeHocAT
TOMbKO pesyc-oTpuuaTenbHble aMmOpnoHLI;

paspaboTaHbl OpraHoCOXpaHslLWMe MEeTOAbl MPU aKyLUEPCKUX KPOBOTEYEHMSIX W
nepuTOHMTaxX, a Tawkke nNpu nNeyeHUM MWOMBI MaTkM C  WUCMNONb30BaHWEM
OpraHocoXpaHALLMX METOA0B: 3MBONU3aLMn MaToYHbIX apTepuin, ®Y3-abnauumu;

npoBefeH KOMOWHMPOBaHHLIA pacyeT pucka XPOMOCOMHOW nartonorvyi nnoga W
passuTus rectosa B | TpumecTpe GepemeHHOCTW, npeHaTanbHas AWarHoCTMKa MOPOKOB
paseutua nnogda, wuccnegoBaHa BHeknetovHas [HK nnoga B KpoBm maTtepw;
MONEeKyipHOEe TreHeTMYecKoe TecTMpOoBaHWe Ha MUKpomaTpuuax, Mno3BonsaLlee
nccnefoBaTth BECb TEHOM YENOBeEKa,;

BHeApeH B npaxkTuky HOBEWLNA meToq reHeTU4ecKoro aHanwnsa
npenMnnaHTaunoHHbIX aMBproHoB - NGS - BbICOKONPOW3BOAMTENBHOE CEKBEHMPOBaHNE
creayloLwero NoKoneHms.
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